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B xnuHUYECKOM pYyKOBOACTBO paccMaTPHUBAETCS COBPEMEHHBIE METOJIBI
IUArHOCTUKH,  nuddepeHnnanbHple  TUAarHOCTUKM  Hambojee  9acTo
BCTpEYArOIIe HACJIEICTBCHHBIE 3a001€BaHUs KPOBH U KPOBETBOPHBIC CHCTEMBI
yenoBeka. OCBElIeHbl MyThl BO3HUKHOBEHHWS HACIEICTBEHHBIX 3a00JE€BaHUS
KpPOBH, TyTH UX Mepeaady W3 TOKOJEHUHU B MOKOJEHUIO OT MPEAKOB CHHOBUSIM,
JouepsiM, BHyKaM, TMpaBHyKaMm. boiee moapoOHO OmNMMCcaHbl KIMHUYECKHE
MPOSIBIICHUS 3a00JI€BaHUA 1O HO30JOTHYECKHM TPU3HAKOM, METOJIbI
peadbmIMTany BO3MOKHBIE TyTH MPOGUIAKTAKN HACICICTBEHHBIX 3a00JICBaHMSI
KPOBU MyTEM T'€HETUYECKOTO KOHCYIHbTUPOBAHUS OOJBHBIX M YJICHOB UX CEMEH C
[EIbI0 O3JIOPOBIICHUST ~ OT  HACJIEACTBEHHBIX 3a00J€BaHUS KPOBH CpEIU
OyIyIIUX MOKOJICHUS.
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IIpeauncaoBue

B Hacrosmeld KHHre Mbl MOCTAapaluCh MCIOJIB30BaTh COBPEMEHHBIE
JOCTHKEHUU METUITMHCKON HAayKU MOCTEeAHNE 3-IeCATHUIETUS B 00JIaCTH N3YYEHUHN
HACJICICTBEHHBIX 3a00JICBaHUI KPOBU M KpPOBETBOPHOW cHCTeMBI. l[lpu 53TOM,
mpexae BCcero  OONbIION  HMHTEpPEC  MOPENCTABISET  PACHpPOCTPAHEHHOCTh
TaJacCeMHH, TalACCEMUYECKUX CHUHAPOMOB M KaueCTBEHHBIX TeMOTJIOOMHOMATUIN
B MHpE M MacmiTade OTIeNbHBIX pernoHax pecnyOnuku CpenHedd As3um U B
V36ekucrane.

Hemanblii  uwHTEpeC MOpeACTABISIOT MNYTH MepeJayd  HACJIEeICTBEHHBIX
3a00JIeBaHMI U3 MOKOJCHHS B MOKOJCHHE, WX JAUAarHoCTUKa, muddepeHmanpHas
JIMArHOCTHKA, COBPEMEHHBIC METOJbl JICUYCHUHM pealdMIUTallisg U BO3MOXKHOCTH
MPOPUIAKTHKU ITUX 3a00JICBaHUH.

Ham oueHb XOTENOCH MIOBECTH A0 CBEACHUS YMTATENIEM KpallHE PpPeaKo
BCTpEUAIOIIEHCsS HACJIECICTBEHHBIC 3a00JIeBaHMsI KPOBU TakKWe KaK BpPOKICHHAS
apuOpUHOTCHEMHSI, HACIEJICTBEHHAS JH3MMOIEHUYECKas METIeMOTTIO0NHEMUS
(HOM) BrniepBble ONUCaHHbIE HAMU Cpeau HacelieHus pecnyonnku Cpenneit Asuu
B TOMyJsuu y30exkoB. HaciencTtBeHHas aguOpUHOTEHEMHUS— 3TO CMEPTEIHHO
ormacHoe 3a0osieBaHME €lI€ BIEPBOMl HENEE MOCie POXKACHHUS KOTOPBIM B MUpE
OBLTM PETUCTPUPOBAHBI BCETO JIHMIIB 0K0JI0 33 ciry4yaeB 6ombHbIX (M. A.Kaccupckmii
1970. Jlepsu3 I'.B. 1977 u ap). Uto kacocTcs HaclIeICTBEHHAS YH3UMOIICHUYCCKAS
metremornoonaemus (HOM) odoromM KOTOpOro SBISETCS B MHPE MPOTEKTYPHI
Snonnu u SKyTUH, B OCTAJIbHBIX YacTSIX 36MHOIO MOpPE KpallHO PEAKO BCTEUAETCS
3TO 3a0o0sieBaHus. 37€Ch OCTaeTCs 3arojikoil, yro ren HOM, korja, kKakoM Beke U
kakuM oOpazom mnosBwics reH HEM cpenu nacenenus, Cpenneir Aszum cpeau
nonyJsnuu y36exoB (CanueB K.K., Tokepes FO.H. u ap 1981).

[To HeoduuumanbHbIM AaHHBIM H3BecTHO Oosiee 2000 HacleICTBEHHBIX
3a00JIeBaHUI KPOBHU M KPOBETBOPHOI cucteMbl. Eciau monpodboBaTh cuuTaTh, TOUTO
TOJIBKO TATOJIOTHUYECKHE (OPMBI TE€MOIVIOOMHA MEIWLMHCKOW TE€HETHKOMN
yctaHoBieHo Oosee 600 BapuanToB. IlpumepHo ctoimbko ke  (600)
SH3UMOINIEHUYECKUX HACJEJCTBEHHBIX OJPUTPOLUTONATHH, €HIe CKOJIbKO  XKe
COUYETaHUH UX MYTaHTHBIX BAPUAHTOB COCUUTATh HEBO3MOKHO, TOTJ]a OKaXETCS Ha
MHOro 6onbiie yeM 2000, 0 KOTOpbIX HEBO3MOXKHO ONHCATh U MOMECTUTh HUX B
o0beme onHoil kHure. Ilo »TON mpuunHE MOHOrpaduU Mbl MPUBOAUM JIAHHBIE
okoso 150 HacneAacTBEHHBIX 3a0o0JieBaHUsSI KpPOBHM, IyTH HUX IMepeAadyu 1o
HAcJIeACTBY K CBIHOBBSIM, J04YepsM, BHYKaM, BHydYaTaM M3 IIOKOJEHHS B
MOKOJICHUS, TPEACTaBIsIoNMe Hanbosaee OONbIION HMHTEpPEC K MPAKTUUYECKOMY
3apaBooxpaHeHuto. OTCr0/la BO3HHUKAeT OCHOBHAsl LEJIb PaHHEW JUAarHOCTHKH,
YCIICIIHOTO JIeYeHUs, peadwIuTaluuu UX U NOpoUIAKTUKU Mepefadyud o
HAcJIEJACTBY IIyTEM MEJIUMKO-TEHETHYECKOTO KOHCYJIbTHpOBaHMs. Jlius 3rtoro
HEOOXOJMMO IIMPOKas IMpolaraHja Ueidd W 3aJauyd MEIUKO-TeHETHYECKOro
KOHCYJIbTUPOBAHUSI NIPU HACIEIACTBEHHBIX 3a00J€BaHUSX KPOBH M KPOBETBOPHOM
CUCTEMBI.

Kaura paccuntana s Bpayell IeMaToJIOrOB-TEHETHKOB, TEPaleBTOB,
NeANaTpoB KIMHUYECKOW OpJIMHATOPOB, MAaruCTpoB BceX NMpoduieit MeAUIMHCKUX



WHCTUTYTOB U JJISl IIMPOKOTO KPyTa JIFOJAeH MHTEPECYIOIINECs HACIEICTBEHHBIMU
3a00JIeBaHUSIMU KPOBH M KPOBETBOPHOU CHCTEMBI.

HACJHEACTBEHHBIE 3ABOJTEBAHNA KPOBH U
KPOBETBOPHOU CUCTEMBDBI.

AHemMusl remoauTHYeckas (tamaccemus, Kyuam 00J1e3Hb)
CpeaIH3eMHOMOPCKasi MHUIIEeHeBUIAHAs JIENTOUUTAPHAS PHETTH-
rpennu-MuKeJIn 00J1e3HB). Tamaccemus (T)-cunapowm,
00YCIIOBJICHHBIH HACJCICTBECHHO JIETCPMHUHHUPOBAHHBIM CHUXCHHEM
CUHTE3a 0- UM B-1eneid T100MHA, B COOTBETCTBUM C Y€M Pa3JIUYaOT
a-T u B-T. IlepBas ¢popma BcTpeyaeTcs 3HAUYUTENIBHO peXxe, OJHAKO
npu o-T HapymeH CHHTE3 BCEX TpeX THIIOB TEeMOTJI00MUHA,
cBoiicTBeHHBIX uesoBeky (Hb A, Hb F u HB A2), tak kak Bce OHH
conepxkat o-unenu. [Ipu PB-T mapymaercs cunte3 tosbko HBA. Ilo
KIMHUYECKOMY TEUEHHUI0 pa3nudarT 3 GopMbl TajllacCEMUU: Malylo,
0O0JIBIIYI0O U TPOMEXYTOUYHYIO.

Manas TajllacCeMus qamie BCETO HaOnromaeTcs npu
rerepo3urorHoct mo renHy p-tamaccemuu (B-T). Ee knuuuueckue
NpPOSBJICHUS 3aBHCAT OT CTENCHHM CHWKCHHSA CHHTE3a [-lenci
KoJieOItoTCH oT COCTOSIHUS, Ha3bIBAEMOT O «MOJTYATIIUM
HOCUTEIHCTBOM»  (KIMHHUYECKHE TPOSIBICHUS OTCYTCTBYIOT U
reTEpO3UTOTHOCTH BBISIBIISETCS JIMOO MPU MOSBIECHUH TOMO3UTOTHOTO
NOTOMCTBAa B Opake ¢ TeTepO3UTOTHBIM NapTHEPOM, JHOO MyTeM
pPagIuoOu30TONHOTO ucciel0BaHus CHUHTE3a rinobuHa) 10
CUMIITOMOKOMIIJIEKCA, BKJIIOYAOIIETO JErKYIOo aHEMUIO,
OTHOCHUTEIbHYI0O KOMIEHCATOPHYI0 MHUKPOIUTAPHYIO MOJUIUTEMUIO,
JeTKYI TUIOXPOMHUIO U yBEIMYEHUE OCMOTHUYECKON PE3UCTEHTHOCTHU
sputpouuToB. Ilpm wMamoir P-tamaccemuum B-T Bcerga NOBBIIICH
ypoBeHb HB A2, npotus HOp™MBI 1-2-3%.

bonpmas Ttanmaccemus (unu anemuss Kynu) B OONbIIMHCTBE CIyYaesn
00ycClIOBJIEHAa TOMO3UTOTHBIM COCTOsSHHMEeM 1o TeHy P-T, Tak kak
IUIOABI, TOMO3HUTOTHBIE 1O o-T, Kak TpaBuUiIo, MOrudarwT
BHYTpuyTpoOHO. B orTcyrctBue [-memeit (HecOamaHCHPOBAHHBIN
CHUHTE3 TJIOOMHA) YacTh O-IENeH, COeNUHASACH C Y-IlensaMu, obpa3yeT
Hb F, Ho Ooxnpmasgs HUX YacTh COCJAMHSIETCS B  arperarsl,
NpeNUNUTUPYIONIHECS B HOpMOOIacTax, BCIEACTBUE YETO MOCIEIAHUE
pa3pymarTcs B KOCTHOM Mo3re. OJTOT mnpoliecc HedppekTuBHOTO
3pUTpOMNOd3a CONPOBOXKAAETCA BBIPAKEHHOU SPUTPOUTHOU
runepniaa3ueu KOCTHOT O MoO3ra 51 WHTCHCUPUKAHCH
AKCTpaAMENyIAPHOTO J3puTpomnods3a. KnumHudecku Oonapmas Tanac-
CeMHs TPOSABISETCS BO BTOPOM TOJYroAWW KH3HH (KoTIa
npekpamaercs B HopMme cunte3 Hb F) BeipakeHHo#t anemueii, remaro-
U CIUIeHOMeranueu, runeprpodueil kocted u kapauomeranueil. B
nepudpeprudeckoil  KpOBH  OMpEAENsieTCS JHUIIb HE3HAYUTEIbHOE
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KOJIMYeCTBO (GParMeHTHUPOBAHHBIX WM  HEMPaBUIBHOU  (QOPMBI
KpPaCHBIX KJIETOK, cojaepkamux B OonpmuHcTBe ciaydaeB Hb F. bes
NOCTOSSHHBIX TeMoTpaHc(py3uil OonbHble ObICTpOo mnorubarT. Ilpwu
MOCTOSHHBIX TEPEIUBAHUAX KPOBU OOJBHBIE XHBYT HECKOJIBKO JET,
OJHAKO Yy HHUX pa3BUBAaeTCsd BBIPAXEHHBIU remocuaepos. llpuunHon
CMEpTH, KaK NpaBUJIO, SABISICTCS HapacTaromas HEKOHTpOJIHpyeMmas
ceplaedHass HEAOCTATOYHOCTh. Mg OoprOBl € TEeMOCHUIEPO30OM B
MOCJIeIHHE TOJBI c yCcHexom UCMOJIb3YyeTCH nechepan
(necheppuokcuaMuu B), KOTOpPBIH BBIBOJAHMT W3 OpTraHU3Ma H3JIUIIKHU
xene3a. OOHameXKHWBAWIIUE pPE3yIbTAaThl IMOJYYEHBI TPU JCUYCHUHU
OOJIbHBIX C OOJBIIOW TajmacceMHEW C MEPBBIX JHEHW JXU3HU YaCTBIMU
reMoTpaHcy3usiMu B coueTaHuu ¢ aecheppanorepanueii. [Ipu Takoi
TepalmWu HE pa3BUBACTCSA KapaUOMeETalus, OTCYTCTBYIOT PEHTIEHO-
JOTHYECKHE U3MEHECHHUS B KOCTHOW CHCTEME.

I[IpomexxyTodHas TajacceMusi 00OyCJIOBJICHAa COYSCTAHHUEM B TCHOME
IBYX T-reHoB, B pa3HOU CTEINEHH MOPAXKAKIMUX CUHTE3 OJHOU U TOH
ke nenu. E€ KIWMHWYECKHE MPOSBICHUS NMPHOJIMUKAKTCA K TaKOBBIM
IpU Majol TajJacCEeMUM UM OOJBIIOW TalaCCEMHUHM B 3aBUCUMOCTH OT
CTeNeHU HapylleHuss CcuHTe3a remoriaobuna. Hawubonee pac-
npocTpaneHa ¢opMma, Ha3siBaeMas remoriaoOumHonatuet H, onHa
o0OycliOBJIeHAa COYeTaHHUEM JBYX TreHOB o-T, OJAMH U3 KOTOPHBIX
oOmamaeT ciabbIiM, a APYroil -BeIpakeHHBIM 3 dektom. [lpu s3Tom y
00JIbHOTO CHUHTE3UpyeTCcs 3HauuTedbHoe konumyecTBo HbA, omnako
HaxoJsmuecs B U30bITKE P-1eNH, COEAUHSASICH, 00Pa3YyIOT TeTpaMephl,
obiagamiue BBICOKOW 3IEKTPOPOPETUUECKON TOIBUKHOCTBIO U
Ha3zeiBacMbie Hb H. Hb H nerko oGuapyxuBaeTcs B mepudepudeckoi
KPOBH NpH HHKYGaruu spuTporutos mpu 37°C° ¢ GpHINIHAHTOBEIM
Kpe3uJoBbIM TonyOobiM. Y  OonbHbeix ¢ Hb  H-cunagpomowm
HabmogaoTcss runepTpoduss KOCTEH, Temato- W CIJICHOMETraaus.
OOBIYHO OHHM HE HYXJAITCS B TreMOTpaHCPy3HIX, OJHAKO y HHX
MOXET pPa3BUTHCS THIEPCHICHU3M U TOrJa BBIpaXXEHHAas aHEMHUS
TpeOyeT KOppEeKIMH, a UHOTJAAa M CIUIeHAIKTOMUU. [IpomMexyTouyHas
dopma T MoxeT OBITHh OOyCIOBJIIEHA TakKXe KOMOHMHAIIMK B TeHOME
reia T ®w TeHa, JETePMHHUPYIOUIET0O CHHTE3 AaHOMAJbHOTO
reMorjio0uHa, €CiIu OHU ONPEACNIAIOT CHHTE3 OJHOW W TOH XKe ILeNHu
(o6srurO 3TO curapom Hb S/B-T, pexe (Hb C/B-T m HbBE/B-T) unmu,
eme pexe, pa3abix meneir (Hb S/a-T).

CeMmeiiHO-HAcIeACTBEHHAass TeMOJUTHYECKas AaHeMHus ONucaHa
Cooly u Lee B 1925 r. y BBIXOJIIEB U3 CPEAU3EMHOMOPCKUX CTpaH, a
3ateMm Rietti u np. B Mranuu. 3adoseBanue pacupoCTpaHEHO Cpeau
HACeJEeHUsI CTpaH CPEAM3EMHOMOpPCKOTO moOepexnsi. B mociemnmue
roJbl OMHUCAHO Yy XHUTEJIEeW BCEX 5 KOHTUHEHTOB, B TOM YHCIE H Y
xuteneit AszepOanakana, ApmMeHnn, Y30ekucrana, TaJ)KHKHUCTaHA U



cpenHeld mojockl EBpormeidickoi wacTtm ObIBIIero cotosa.(2,7,3,17
u.J1p)

TAJTACCEMHUHU U TAJTACCEMMUYECKHE CUHAPOMBbI

BBenenue. Tanaccemuu 3TO reTeporeHHasl rpylna HacjlaeICTBEHHBIX
HAapylIEeHUA  CHUHTE3a  TJOOMHOBBIX  LENe, XapaKTepHU3yIOIIUXCS
pa3NU4YHONW CTENEHbI0 AHEMHUHU, TUIIOXPOMHUHU U MHUKPOLMUTO3a BCIEACTBUE
HEed(D(PEKTUBHOTO KOCTHOMO3IOBOTO 3PUTPONO33a M  MOBBIIIEHHOTO
reMoJiu3a 3pUTPOLUTOB B nepudepruueckoid KpoBu. TamacceMun OTHOCST
K TaK Ha3bIBAEMBIM KOJMYECTBEHHBIM T'€MOTJIOOMHONATUAM. 3]€Chb UMEET
MECTO yMEHbII€HUWE (MHOTAAa J0 TMOJHOTO OTCYTCTBHUS) CHHTE3a
IrI100MHOBBIX IeNei, BXOAAINIMX B COCTAaB MOJIEKYJ HOPMaJIbHBIX
remoriioOuHoB yenoseka (Hb A, Hb A, u Hb F). B crpykrypHom
OTHOLIEHUU OTU LENU HEe HU3MEHEHbl. B OCHOBEe MAaTOJOrHMU BCEX
TallaCCeMUH JICKHUT AehuuuT raaBuou ¢ppakmun Hb A.

CuHOHMMaMHU TaJlaCCEMHHU, B YAaCTHOCTH TOMO3UTOTHOW OoJsiblioi [3-
TajacceMuu, ABNSAOTCS Oone3nb Kynu, spurpobinactuyeckas aHeMus,
MUIIEHEBUIHOKIETOUHAs  aHEMHs, CeMeWHas  MUKpOIUTeMHYecKas
aHeMHSs, HACJIEJCTBEHHBIN JIENTONMTO3, IeMoNaTudyeckas CpeIru3eMHO-
MOpCKasi aHeMHUSI.

TamacceMuu OTIUYAIOTCS BBIPAXKEHHBIM KIMHUYECKUM MOJTUMOPPU3-
MOM, B CBOIO ouepenb OOYCIOBJIEHHBIM HIMpOYalilield T€HEeTUYECKOU re-
TEPOT€HHOCThIO 3TUX CHHIpOMOB. Ha MosekynsipHOM ypoBHE Tajnacce-
MHUYECKHE CHUHAPOMBI ONPENEsIoT KaK HacjleJCTBEHHbIe HapylIeHUs
CUHTE3a TJOOWHOBBIX IIeNMel, MPU KOTOPBIX MOJIEKYISIipHBIE Ae(EKTHI
NpEeICTaBIIEHBbl JAeeluell JIOKYCOB CTPYKTYPHBIX T'€HOB, HEd(hPEKTUBHOU
TPAHCKPUIIINEH TTOOMHOBBIX T€HOB, CHHTE30M aHOMAaJbHO HECTAOMIbHOM,
6o Hedyukmuonmpyrwmed u PHK [50]. Tlpu Bcex manumdecTHBIX U
HEKOTOPBIX CKPBITHIX (opMax TamacceMUu B KPOBH OTMEUAIOTCS Xa-
pakTepHbIe MOP(POJTOTUYECKHE H3MEHEHUS HPUTPOUMUTOB (MHKPOIUTO3,
TUTIOXPOMHUS, AHU30TTOMKUIOUTO3, HAINYNE MUIIIEHEBUIHBIX KIETOK).

Bnepseie B 1925 1. GonbHbie Oousbiioi P-TamacceMueit (04eBUIHO
TOMO3UTOTHI) OBIIM MPOJEMOHCTPUPOBAHBI AMEPUKAHCKUMU TeauaTpaMu
Cooley, Lee na nanmonaipHOM KOoHrpecce nenuatpoB CIIA. Bece 5 mereit
ObUTM WTANbSHIAMU WIM TPEKaAaMH IO MPOUCXOXKICHUIO U CTpajaaiu
TSOKENTO GOopMOIl HACIEICTBEHHOW TEeMOJUTHUYECKOW aHEMHUU C PE3KOH
CIUICHOMETAJIMEN, XapaKTEpHOM MUTMEHTAIUEN KOXH, «MOHIOJIOUIHBIM)»
JUIOM, «OallleHHbBIM» YepenoM U JPYrUMH H3MEHEHUSIMU JIUIEBOTO
CKeJleTa.

[To3nnee uranesiackue aBTopbl (Rietti, Greppi, Micheli) coobmunu o
nerkux (¢opmax 23Toro 3abojeBaHUs, BIOCIEACTBUUA OKa3aBIINUXCS
rerepo3uroTHeiMu. CrnenuduueckumMu AJs TallacceMuu MopQoaoruye-
CKUMU OCOOEHHOCTSAMHU SPUTPOLIUTOB OKA3AJHUCh HAJIUYME B Ma3Ke KPOBU

MHIICHCBUAHBIX KJICTOK, KIICTOK B «(bopMe CIE3bI», aHH3OHOﬁKHHOHHTO3a,
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BBIPAKEHHOW THIOXPOMHUH, MOBBIMIEHUI OCMOTHYECKOW PE3UCTEHTHOCTH
sputpounutoB (OPD), a B TMKeEIBIX clydasx -MOSBICHHUE B
nepudepuueckoid kpoBu HopmooOiactoB.PaboTer Caminopetros (1938) wu
Wintrobe (1940) mnokazanu HacJIeACTBEHHBIH XapakTep 3a0oJeBaHUs,
KOTOPBI OB TMOATBEPKJICH TCHETHYCCKHUM  aHAJM30M  CEMEH,
npousBeneHHbiM B 1944 r. Valentine u J. V. Neel. Umu xe ObLin
NPEII0KEHB TEPMHUHBI «OOJBIIAss» H «Majas» TallaCCeMHHU IS
0003HAYCHHS PA3TUYHBIX IO TKECTH KIMHHUYECKOTO TEUYEeHUS QopM
3abonieBanus. Jlanee Vecchio mpoaeMoHCTpupoBal y OOJBHBIX HaJIUYHE
XapaKTepHOTO mpu3Haka -noseimeHus Hb F mo cpaBHenuto ¢ Bo3pacTHoOM
HOPMO#. BBIICHHIIOCH, YTO TajJacCeMHUM CBS3aHBI IEPBUYHO HE C
aHoMasuel cTpykTypsl HD, a co cHMKeHHEM CUHTE3a rII0OMHOBBIX ILIETeH.

B 1955 r. H. G. Kunkel u G. Wallenius moka3anu Haliu4yue MOBBI-
mieHHoro ypoBHs Hb A, npum kximaccudyeckoW TreTepO3UroTHOW [3-
tanaccemun. Jlanee Hekotopsie Beaymue yuensie (L. Pauling, H. A. Itano,
V. M. Ingram, A. O. W. Stretton) me3zaBucumo Apyr oT Apyra BbABUHYIU
TUIIOTE3Y O TOM, UYTO TMPUYUHOW [-TamacceMHU MOXKET CIyXHUTh
YACTUYHBIA WM TOJHBIM OJIOK CHHTE3a [-MOJUICNTUIHBIX Ienei. DTa
runore3a Owvia B 1965 r. moaTBepkjeHa IKCIEPUMEHTAIbHO TPU HU3Y-
YeHUH OHOCHHTE3a TIeMOTJIOOMHO INVIIr0 B peTUKYyJIONUTax OOJbHBIX
tanaccemueit J. D. Heywood u corpynnukamu, a takxke ID. J. Weatherall
u J. B. Clegg. B 1971 r. A. W. Nienhuis u W. F. Anderson, a takxe E. J.
Benz u B. G. Forget mpomemoHCTpupoBajiu YMEHBIICHHBIH CUHTE3 [3-
1enei B OECKIETOUYHOM CHUCTEME C HMCHOJb30BaHHeM riioouHoBoi m PHK,
BBIJICJICHHON U3 TaJaCCeMHUYECKUX PETUKYIOUTOB.

B mnocnennue roanl BBEJEHHME HOBBIX METOIUK (PECTPUKIIMOHHBIH
aHaiau3, KapTUpPOBAaHUWE M KJIOHHUPOBAHHE TEHOB) IMO3BOJUIIO CO3/aTh
JIeTalbHYI0 KapTy (U3MUEecKOW OpraHu3alvu W CIEIUICHUS Pa3InYHBIX
rI100MHOBBIX T€HOB, MPOU3BECTU aHAIW3 HYKJICOTHAHOMN MOCIEeT0OBATENb-
HOCTH HEKOTOPBIX TAJIACCEMUUYECKUX T€HOB M CO3/1aTh HOBBIA METO/I
IEpEHATAJIbHOW JUArHOCTUKH TajlacceMuu ¢ wucnosab3oBanueMm JHK w3
AMHUOTUYECKOU IKUIAKOCTH. OITO TaKXe CHOCOOCTBOBAJO JalbHEMY
M3YYCHHUIO TETEPOTeHHOCTH 3a00JeBaHUM Ha MOJEKYIIpHOM ypoBHE [50,
64].

[Iporpeccy uccienoBaHuid B 00JIAaCTH TalaCCEeMHH CIIOCOOCTBOBAIIN
yCIeIIHOE KJIOHHPOBaHUE B-TIOOMHOBOTO T'€Ha OT OOJBHOTO TacCeMHEH,
pa3paboTKa TalacCeMUUYECKOW MOJENH Ha MBIIIaX U Ha OJHOM W3 BHUIOB
ppi6. B mpukiagHOM OTHONIEHWHW 3HAYUTENHHBIMU CABUTAMU B
MaTOTEHETUYECKOW  Tepamuu 3aJeBaHUM  SBHJIWCH pa3paboTka ®
BHeJApeHUe runeprpanchy3monHoro pexuma [53,20], a Takxke XelaTHOU
Tepanuu necepansoMm ¢ TOMOIIbI0 Hamboiee 3()PEKTUBHOTO MeETOna
JUIMTEJILHOTO MOJAKOXXHOTO BBEJACHUS Mpenaparta [55]

K.IIaCCI/I(l)I/IKaIII/IH TAJACCEMUICCKUX CHHAPOMOB B MOIII’I(l)PIKaIII/II/I
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IO.H.ToxopeBa
a-TamacceMU4YeCKHe CUHAPOMBI.
1. FT'omo3uroTHAs O-TajacCeMus: CHHIPOM BOIASHKH riona ¢ Hb Barts
(renotumna-thi/a-thi).
2. I'emorno6unonatus H (nmposiBjaeHue reTepo3uroTHbIX T€HOTUIIOB
a-thi/a-th, wiu a-th/Hb CS).
3. 'emornobunonatusi Barts y B3pocibix (NposiBJIEHHE Te€TePO3UTOTHBIX
resotunoB a-thi/Hb CS unu o-thi/a-thz/B-th).
4.T'etepo3urotHas a-tajgaccemus 1 (remotun a-thi).
5.'erepo3urotHas a-tajgacceMmus 2 (remorun a-thy).
6.'omo3urorHas a-tanaccemus 2 (remotun a-th.2/a-thy).
7.'omo3uroruas remornoounonarus CS (reamorun Hb CS/Hb CS).
I'etepo3urornas remoriaoounonatrus CS (renmorun Hb CS).
(S-Tanaccémuueckue CUHIPOMBI.

l.«["'omo3uroTHas» B-tanaccemus (knaccuueckas anemusi Kymnm).
a.VIcTUHHAs TOMO3UTOTHOCTH 1O OJTHOMY M3 [-TajlacCeMUYCCKHUX TSHOB.
0./[BoliHast TEeTEPO3UTOTHOCTH MO JABYM Pa3JIMYHBIM B-TamacceMuyeckum
reHaM.
[IpomexxyToUYHas TallaCCEMHMs; HECKOTOPbBIE TBOWHBIC TETECPO3UTOTHBIC
COCTOSIHUS.
['eTepo3urotHas P-tamacceMus.
C nossireHEsIM HD A, ¥ ¢ HOpManbHBIM HIIM TOBBIMIEHHBIM ypoBHeM HD
F (B°-dbopma ¢ moaHbIM OTCYTCTBHEM U f+dopMa ¢ yMEHbBIIEHHEM
B+T100MHOBOTO CHHTE3A).
C sopmansasiM Hb A, u mosimeHHbIiM ypoBHem Hb F:0B-tamaccemus
unu F-tamaccemusi.
C wopMmansHbiMu ypoBHsmMu Hb A, m Hb F (HocurenncTBO «HEMOTOY
rena). ['omosurornas remorimobunonatus Lepore. (36). 'eteposurornas
remorjioounomnarust Lepore.
4. ]JlBoiiHBIE TreTepoO3UroTHBIe cocTosiHus mo Hb Lepore u omnomy wm3
CTPYKTYpPHBIX BapuaHnToB Hb mnu ogHoMy M3 TanmacceMUdeCKHUX reHOB
oB—rtanaccemus. Peakue ¢popmbl TatacCeMuU.
1.a-Tanaccemus.
2.B-Tamaccemus.
TanaccemMun BO B3aUMOJICHCTBHU CO CTPYKTYPHBIMHU BapuaHntamu Hb:
1.a-TamacceMus ¢ B-1eOYEYHBIM BAapUAHTOM.

Hb Q/ a-tanaccemus.
2.a-Tamaccemus ¢ B-1iemoueyHbIM BapHaHTOM.
a.Hb S/a-ramaccemus.
0.Hb E/a-tanaccemus.
3.B-Tamaccemus ¢ PB-1enoYedHBIM BAPHAHTOM.
a.Hb S/B -ramaccemus.
0.Hb C/B -tanaccemus.
B.Hb D/ -tanaccemus.
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r.Hb E/B-tanaccemus.

V1. HacnenctBenHoe nepcuctupoBanue petanbHoro remorioouna (HIIDI)
(cxozeH ¢ TamacceMuel COCTOSHUE B TOMO- U T€TEPO3UTOTHBIX (pOpMaXx,
BKJIIOYasi JBOWHBI N€TEPO3UTOTHBIE COCTOSAHUA 10 OJHOMY U3 TUIoB HIIDI™ n
cTpyKTypHOMY BapuaHty Hb).

o-Tanaccemuu. o-TanacceMun MUPOKO pacIpOCTPAHEHBI B YEJIOBEUECKUX
NONyJAAUUAX ¢ TPEACTaBISAIOT CcOO00H COCTOSIHUS, OOYCJIOBJIECHHBIC
CHI)KCHUEM CHHTE3a a-TJTI0OMHOBBIX I[eTeH, BXOISIIUX B COCTAB BCEX TPeX
HOpMaJIbHBIX reMorinoouHoB (A;, A, u F). Dtuomoruueckum ¢axkrtopom
SBJISIETCS TIOJIHASI WJIM YaCTUYHAs JeJIEIUs 0-TJIOOMHOBBIX T'€HOB, XOTS HE
UCKJIIOYEHO CYIIECTBOBAHME TakKXe M HEACJNCHUMOHHBIX (QopM -
tasacceMuid. Hakannuaromuiica B pe3yiabrate JaedpuiuTa o-LHeneu
U30BITOK Y-TITOOMHOBBIX (B MEPUOJ HOBOPOKJICHHOCTH) U [-TIIOOMHOBBIX
nenel (B mocleayromiue Mepuojibl Pa3BUTHA OpPraHU3Ma) MPUBOJIHUT K
obOpasoBanu terpamepoB y4(Hb Barts) u f4(Hb H), saastommuxcs cBoe-
00pa3HbBIMU MapKepaMH 0.-TaJlaCCEMUYECKUX CUHPOMOB.

B mHacrosmiee BpeMsi BbISIBJI€HAa 3HAYUTE]IbHAsi TETEPOTreHHOCTb O.-
TaJaCCEMHUYECKUX CHHAPOMOB, B TOM YHCJIE Ha MOJEKYJISIPHOM YpPOBHE
[22, 67]. a-Tanaccemus ommcana B 1955 r. HezaBucumo Apyr ot apyra D.
A. Rigas B CIIIA u Gouttas B I'peumn. B nmanpHeimeMm mocieaoBau
ONKCaHMus 3TOTo 3a00JieBaHUs W3 APYTUX CTPAaH MHUpa - B OCHOBHOM U3
Oaccerina Cpenuzemuoro mops u lOro-BocTounoii Azuu.

B Poccuu a-tamaccemusi oOHapy* eHa B BUJI€ CIOPAaJIMYECKUX CIydaeB
B TaJ)KUKCKHX, Y30€KCKHUX, a3zepOailiKaHCKUX, apMSHCKHUX M PYCCKHUX
CeMbsX, a TakKe cpeau HapoaHoctei Jarecrana [2,10,13,8 u ap].

PasznuuaioT 4 ocHOBHBIE (DOPMBI (L-TaJACCEMHUUYECKUX CHHIPOMOB:

1.T'oMo3uroTHas o-TajllacCeMHsi, BO3HUKAIOIIAS BCIEACTBUE TMOJIHOTO
OTCYTCTBHUS MPOAYKIIUU o-1IeNed. ITO JeTalbHOe 3a00IeBaHue MI0/1a UIU
HOBOPOXKJICHHOI'0, XapaKTepHU3YoIleecss pa3BUTHEM BOASHKHU Tutoga ¢ Hb
Barts (70-80% ot o6miero remorinoouna). Jlannas ¢opma a-th ormedena
MOKa TOJILKO B CEMbsX, mpoucxoasmux u3 FOro-BocTounoit Azuu.

2.H-T'emornobunonatuss (uwnum remoraobuno3 H), oOycrnoBineHHas
3HAYUTEJIbHBIM YTHETCHHEM a-TIOOMHOBOW NPOAYKIMU W KIMHHYECKU
nporekammias B GopmMe mMpoMeKyTOUYHOW TalacceMuu. B HeoHaTanbHOM
nepuoae y Hocureneid anomanun Hb H mmeercsa 20-40% Hb Barts. Drto
3a00JieBaHUE BBISBJICHO BO MHOTHX MOMYyJSIUSX 3€MHOr0 Iapa, TIe
BCTPEYAIOTCS TAIaCCEMUYECKUE CUHIPOMBI.

3.Manas o-tanaccemus (a-thi), mpu KoTopo¥l CcUHTE3 a-TIOOUHOBBIX
Ienel CHWXKEH B YMEPEHHOW CTENMEHW W B MepuPpepudeckod KpOBH
HOCHUTEIIeH 00HapyXUBAIOTCS XapaKTEepHBIE TSI TajgacCeMuHu
MOp(hOJOTUYECKUE HM3MEHEHUS HJPUTPOLUTOB (MPU HAJIUYUMU JIETKOU
aHemMuu). Y HOBOpPOXJCHHBIX (HocHTeneld dtoro reHa) Hb Barts
CONEPKUTCS B MYIIOBUHHON KPOBH B KoJnudecTBe 5-6%.
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4. «Hemas» dopma a-tanaccemuu (a-thy), meTepMUHHpOBaHHAW T'E€HOM,
JUIIb  HE3HAYUTEJIbHO CHWJKAIOIIMM  OPOAYKLUHMIO a-Iend U  He
NPUBOJASIIUM K Pa3BUTUIO MAJOKPOBUS U MOP(OJIOTUYECKUX H3MEHEHUM
APUTPOUUTOB. DTa (popMa NPOABISIETCS B HEOHATAJbHOM MEPHUOJE JIMUIb
HE3HAYUTEIBHBIM COJEpKaHUEeM B NMynoBUHHOW KpoBu (1-2%) Hb Bart’s.
Dddexrom, aHamormyHbiM a-th,, ob6mamaer mw rem Hb CS B
reTepO3UrOTHOM COCTOSIHUM.

IMaTopusunoorus 0-TaJIacCeMMeH. Kaxk yKe YIIOMHUHAJIOCh,
NEepBONPUUMHON  aHEMHUM, HMellecas mnpu  OOJBIIMHCTBE  O.-
TaJaCCEMUYECKUX CHUHAPOMOB, SABIsSETCAd JIeQUUUT  0O-LENOYECHHOU
NPONYKIUMU. DTO BeAET K CHUXKEHHUIO YPOBHA BCEX HOPMAaJIbHbBIX
reMorioOMHOB u mpexae Bcero Hb A. Hapymarorcs kak mpoayKIus
KJIETOK B KOCTHOM MO3T€, TaK U MX TeMOTJI00MHU3AIUs, YTO TPOSBISIETCA
B BHUJE MHUKPOIMTO3a, THUMOXPOMHU M CHHIXKEHHS IPUTPOLUTAPHBIX
MHJEKCOB. Y HEKOTOPBIX F'e€TEPO3UTOT MOXKET BBISABISATHCA HE aHEMUs, a
HEOONBIION HPUTPOLUUTO3 C HAIMYUEM THUIMOXPOMHBIX, HEIOCTATOYHO

oF S
%Jn .&‘3(.990;,, 20 a

Puc. 1. Ma3ok nepudepuueckoii KpoBu 601bHOro remor;aoonHonarueii H. OxpammuBanue no
Jleiimmany. X720 [68].

reMOrI00MHU3UPOBAHHBIX KJIETOK. Y HocuTesded reHa a-th, anmemun
00BIYHO HE OBIBACT.

[Ipu nedbunmre a-nmeneil B KPOBH HOBOPOXKJACHHBIX HAKATIUBAIOTCS
terpamepsl Hb Bart’s (y 4), a B mocTHaTanbHOM mepuojie (B TOM YHCIE Y
B3pocibix) -Hb H (p4).

['oMo3uroTHAs O-TalacCeMUs XapaKTEPHU3YETCS MOJHBIM OTCYTCTBHEM
HOPMaJIBHBIX TeMoriao0nHoB U HannaueM 70-100% Hb Barts ¢ mpumecsio
Hb Portland (y.£,). Hb Barts ne criocoO¢H mepeHOCUTh KUCIOPOJ BBHIY
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aHOMaJbHO MOBBIMIEHHOTO cpojacTBa K 0, u orcyrcTBus 3¢ddekra bopa.
BcnencTtBue  9TOro  HacTymaeT  aHOKCUSA — TKaHEW, MNOBUIUMOMY,
NpUBOJSIIAs K BOAsSHKE miaojaa. OQHAKO BEPOSITHO B MAaTOTE€HE3€ BOJASHKU
IJIOJa MOXET WUrpaTh POJb JOMOJHUTENBHO IWENbIA psiag (HakTopoB, B
HACTOSIIIEe BpeMs ellle HEU3BECTHBIX.

B otnuuue ot B-ranaccemun terpamepsl Hb H (B4) Gosee cTaOuabHBL,
yeM arperatbl U3 O-IeNed, W O0cCaxJalTcs BHYTPU KIJIETOK Oojee
MeJJIeHHO. BrxitodueHus p,; 00pa3yloTcs MOCTENEHHO B 0oJiee 3pesbix
IPUTPOUIHBIX KiIeTKax. HeappekTuBHBIN 3pUTPOINI033 B KOCTHOMO3IO BBIX
spuTpobacTax BBIPAXKEH HE3HAYUTEJIBHO, OJHAKO MHOTJAa B HHUX BCE XKE
oOHapyXuBaloT Teablia BkiIoueHus Hb H.

Kakx wu mnpu p-tamaccemuu, ceneseHka mnpu H-remormobunonmatuu
yaansieT («BBIKYCHIBA€T») BKJIOUYEHHUS C OJIHOBPEMEHHBIM MOBPEXIEHUEM
SpUTPOUTOB. JlO CIUICHOKTOMHUM TeJblla BKJIKYEHUS B CBETOBOM
MHKPOCKOTIe TIpU OOBIYHON OKpacke He BUIAHBI. Mx oOpa3oBaHHE MOXKET
UHAYUUPOBATHCS JIMIIL TPH HHKYOAIlMU DJPUTPOIUTOB C KpacKou
OpuwutnanToBeI Kpe3unoBbli cuHuii (BKC), mociae 4ero oHW BBITISIST
MEJIKHMH, MHOXECTBEHHBIMU U 3€pPHUCTHIMU (puc.1).

[Tocne crnieHAIKTOMHUU Tenblla BKIOYEHUS (yxke mpe@opMUpOBaHHEIE)
MOKHO OOHApYXXHTh B Ma3Ke nepudepuueckoil KpoBH yxke 0e3 MHKyOauu
npu okpamuBanud bKC unu mMeTunoBsiM (HOIETOBBIM, KaK B MPOCTOM,
Tak ¥ B (a30BOKOHTPACTHOM MHUKpockome. OHU BBITJIAASAT yXKe HHAYe:
O0onplve, €NIMHUYHBIE M KPYTJIble, MO BHEIIHEMY BHUAY HAaIOMUHAIOIIHE
tenbla ['elinna. [Ipu 3ToM Mo cBOeMYy COCTaBY OHHM OTJIMYAIOTCA OT Telell
[eifHiia U cOCTOSAT U3 MpeuunuTUpoBaBmIuX P-menei (B4), B To BpeMs Kak
Tenpia ['eliHIa mpeacTaBisIIOT cO00# ocaxkaeHHbIe MosieKyJIbl HD A (a2f2)
¥ BO3MOXKHO, HEKOTOPBIX HECTAOUIILHBIX T€MOTI00MHOB.

Kannuka ocHOBHBIX (opm a-Tajiaccemuu. ['OMO3UTOTHAsE O-TalacCeMUs
(BoasHKka maoda, uMceromero Hb Barts) Bmepseie omuncana B Manai3uu B
1960 r. L. E. Lie-Injo u B. H. Jo. CmepTth mioxa Hactymana aubo in utero,
nubo B mepBbIle dYachkl mocie poxaeHus. [Ipm ocMoTpe oTMeyanuch
OJeaHbBIC, OTEUYHBIC IJIOJBI C MACCUBHOW W PHIXJION mianeHTol. Kenryxa
Obta serkoi nuOO BOBce He HaOJMIOManach. YBEJIWYECHUE IEYCHU Ha
BCKPBHITUM OBLIO 00J€e 3HAYUTEIbHBIM, Y€M CTENEHb CIICHOMETAJIUU.
Jlerkve HemOPa3BUTHI, CEPAIC YBEIHMYECHO C TUMEPTPOPUEH KETyTOUYKOB.
OTeku SBAAIOTCS FeHEepalu30BaHHBIMH, B TOM YHCJI€ MOJOCTHBIMU (aCLUT,
TUIPOTOPAKC, THAPOTNEpUKapa). B pa3nuuHbIXx TKaHIX M OpraHax
0OHaAPYKUBAIOTCS OoJpIne OTJIOKCHUS reMocHujiepuHa KakK
CBHUJIETEJIBbCTBO BBIPAXKEHHOTO reéMOJIN3a y MI0/a.

CoctaB remormnmobuna: or 70 mo 100% Hb Barts co cimemamu Hb
Portland u Hb H; Hb A, F u A, OTCYTCTBYIOT,0-II€lIH BOOOINE HE OI-
penenstorcsa. Coumepxanne obmero Hb ot 30-100 r/m (B cpemnem 60-70
r/m). B xpoBu pe3kas s3puTpoOIaCTEMUs C TUITOXPOMHBIMU MAaKPOIIMTAMHU.
OO0bem kietok yBenuueH, a CCI'D cuuxkeHo. Mopdonorus 3puTpouuToB
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3HAYUTEJIbHO HW3MEHEHA: AaHW30LHUTO03, MOUKMUIOIUTO3, MOJIUXPOMA3Us,
MUIICHEBUIHBIC KIETKU U MUKPOIUTHI (Hapaay ¢ Mmakpouutamu). U3penka
MONajgalTcsd U CepHOBUIHBIE KJIETKH. YHCIO PETUKYJIOLUTOB BapbUPYET,
HO wuHorjaa pocturaer Oonee 60%. B kocTHOM Mo3re BbIpaKkeHHas
SPUTPOUIHAS THUNepIuia3us. B medyeHU U ceje3eHKe BBISABISIOTCA OyYaru
AKCTpaMeAyIIIpHOr0 KPOBETBOPEHHUS.

B akymepckom aHamMHe3e y MaTeped -poXKIE€HUE MEpPTBBIX OTEUHBIX
IJIOJIOB WJIM TUOENb HOBOPOXAECHHBIX B MEpBbI€ Yachl ku3HU. Hepenko y
MaTepel TakKe UMEETCs CBOEOOpa3HbI OTEYHBIM CHUHIPOM B COUYETAHUU
C anbOyMUHYpUEH U TUTIEPTOHUEH.

O06a poautenst ABISIOTCS OOMUTATHBIMHM TE€TEPO3UTOTAMH C COOTBET-
CTBYIOIIMMHU TpHU3HAKaMu (Jerkass aHemus, noBbimieHue OPD, mopdo-
JOTMYECKHEe H3MEHEHHs »putpouuToB). OaHa dYeTBepTas 4YacTh BCEX
cubcoB cTpamaeTt BoasHkoU mioxa ¢ Hb Barts, a cpeau poacTBeHHUKOB B
TaKUX CEMbSX, KaK MPaBuiio, UMEIOTCS 00ibHBIE reMorioOuHonatuei H.

I'emorsioounonatusas H. Oto 3a0osieBaHMe NpOSABISETCS OOBIYHO K
KOHIY 1-To roja >XKMU3HH XPOHMYECKOW TIeMOJIUTUYECKOW aHeMmMued yme-
PEHHON CTEeNEeHU TAKECTU, U3PElIKa OTMeYaeTcsl O€CCUMIITOMHOE TeUeHUE.
B cBa3u ¢ atum cpeau 6onbHBIX Oosiee 50% B3pOCHBIX, B TOM YHCJIE U JIUII
noxuaoro Bospacta. Cpennuii yposeHsb odiiero Hb mopsaka 80-100 r/m,
OJHAKO y OOJBbHBIX B JMHAMHUKE OTMEYAIOTCS €ro 3Ha4YUTEJbHbIC
KoJieOaHUs B CBA3M C OEPEMEHHOCTHIO, HMHOEKIUIMHU HUIU TPUEMOM
JeKapCTB-OKUCTUTENeH. Y OOJbIIMHCTBA OOJIBHBIX HMEETCS TernaTo- |
cruieHoMmeranus. V3meHeHus ckeneta (B TOM  4YHCIE JIMIEBOTO)
HEe3HAYUTENbHbIE, OYaroB OSKCTPaMEAYJUIIPHOTO KpPOBETBOPEHUS HET.
PeTukymnonuto3 spisercs ymepeHHsM (5-10%), B Ma3ke nepudeprudecKoi
KpPOBH MHUKPOIMTO3, THUIMOXPOMHS, NOUKHIONMUTO3, MHUIICHEBUIHbIE
SPUTPOLKUTHI, THIIOXPOMHUS, H3peaKa ~-HOpMOOaacTo3 (puc.l).

B-Tanaccemmyeckue CHHIAPOMBI. [(-TajacCeMUUYECKHUE CUHAPOMBI -
rpylmna HacleJACTBEHHBIX HapyUIeHUM, OOYCIOBICHHBIX CHHXEHUEM
BIUIOTh JO TOJHOTO OTCYTCTBUSA CHHTE3a TJIOOWHOBBIX [-lenedl mpu
HOpPMaJbHOW CKOPOCTH CHHTE3a a-1enei (T. €. nucOasaHcoM rI00MHOBOTO
CHHTE3a).

MonekynsipHO-TeHETUYECKUE TPUYMHBI BO3HUKHOBEHHS TAaKUX CHH]I-
pPOMOB MHOTOOOpa3ue TUMOB P-TajmacceMuil, uX NaToOU3UOJIOTHS U KIIHU-
HUKa. B cBsS3M ¢ TemM dUTOo B HacTosmee Bpems [-TalaccCMUII
XapaKTepu3ylT MO pPAAYy HEOJHOPOJHBIX TMPU3HAKOB MYTAIIMOHHBIN
neeKT OCOOEHHOCTHM CHHTE3a, COCTaB TEeMOTJIOOMHOB, KIWMHHYECKHUE
pa3nmu4usM TO TPU PACCMOTPEHUH BAPHAHTOB [-TaJacCEMUUYECKUX
CUHJIPOMOB OYyIyT HCIOJb30BaThCSI TEPMHUHBI, CMBICI M COJIEp)KAHUE
KOTOPBIX PACKPBITHI B MOCJIEYIOIIEM HU3JI0KECHUMU.

I'eHeTH4eckasi reTepOreHHOCTh CHHAPOMOB B-TajiacceMuu. B nocienHee
BpeMs JOKa3zaHa BBIPa)XCHHAas TETEPOTCHHOCTh MYTAIlMH, TMPUBOISIIINX
K CHHApOMaM P-TamacceMun: P°-TamacceMus, B -TamacceMus, HEMO# reH P-
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TajiacceMun, remorjgooumHomatus ¢ Hb  Leporej HacieacTBeHHOE
NepCUCTUPOBaHUE (ETaNbHOTO TeMorjaoOuHa. BHyTpu Kaxaoro Buaa
BBISIBJICHBI ~ pa3IMYHBIE  BapUaHTBl CO  CBOMMH  XapaKTEePHBIMHU
0COOEHHOCTAMH (COCTAB TeMOIJIOOMHOB, COOTHOLICHHE °y- M “y-1emeil B
HbH u np.).

Bo-Tamaccemus (B°-th). DToT BHA MyTaluu XapakTepPU3YeTCS IMOJIHBIM
MOJIaBJICHUEM CUHTE3a -TIIOOMHOBBIX I[€TIEH B IUC-TIOJOKEHUU. TUTIBI
B°-th ormuuaroTcs Opyr OT Apyra IO KOJHUYECTBY W (DYHKIMOHAIBHOMW
aktuBHOCTH MPHK, HHTaKTHOCTH TTOOMHOBBIX T'€HOB U T. .

B*-Tamaccemmuss (P+-th).I'eTeporeHHOCTs >TOTO BHMIA MYTallMd TIPO-
SBIISIETCS BapuaOCJIbHBIM CHWXXCHHEM YPOBHsS CHUHTe3a [-memneil. B Ha-
CTOsIEee BPEMs BBIACISIOT 2 TUMa Takux Myrtanuii: B+th(tum 1, severe) ¢
BBIDAKCHHBIM YTHETCHUEM CHHTE3a - [} TOMO3UTOTHOM COCTOSHUH JAaeT
KIMHUKY Oonbmioit ¢opmel Tanmaccemuu; B -th(tum 2, mild) ¢ menee
BBIDAKCHHBIM  YTHETCHHEM  -KJIMHHKY  MPOMEXYTOYHOH  (OpPMHEI
(mabmromaeTcss, B OCHOBHOM, y HETPUTSHCKOTO HacejleHus Adpuku u
Awmepukn) [66].

B+-Tamaccemus (Hemoii reH).CXOIHBIM C OMHMCAHHBIM BBIIIE, 3TOT BU]I
TaJIACCEMHUU BBIJCIICH M3-3a OTCYTCTBHS MOBBIMICHUS MUHOPHBIX (QpaKIUi
Hb (HB A2 u Hb F) B rerepo3uroTHOM COCTOSIHHH, YTO MOXKET OBITH
CBSI3aHO JTMOO C 3aTPOHYTOCTHIO TAJTaCCEMUUYECKOW MyTalMed CUHTEe3a Y-
u/unu o-uemneu [64], nub60 ¢ BechbMa MaJOW SKCIPECCUBHOCTHIO TeHA
TaJIaCCEMUU W HE CTOJIb BBIpAXKEHHBIM aucOanaHcoM Ineneil. Breigensitor
nBa Tuna Myraumit: P'-th(memoit rem, Tum 1) -6e3 KJIMHHUKO-
reMaToJIOTHYECKUX MPU3HAKOB TaJlaCCEeMUHM M CO CclabbiM JucOaniaHcOM
cuHTe3a u P+-th(aemoii reH, Tum 2) -¢C reMaToJOTHYCCKUMH U3MEHEHUSIMH
u 0oJiee BhIpaXKEHHBIM JAUCOATIaHCOM.

dp-tamaccemus (OP-th).Myrtaiuu 3TOro BHAa XapaKTEPHU3YIOTCS IMOIHBIM
IOJIaBJICHUEM CHUHTe3a O- M [-TIIOOMHOBBIX IIENEH B ITUC IOJOXXEHUHU. B
3aBUCHUMOCTH OT cocTaBa Yy-uiened AudPepeHIUPYIOT OTHOCHTEIBHO
noGpokauecTBeHHY0 °yy 8B-thu Goee Tskenyro ydf-th[8].

I'emorio6mHonaTusi, odyciaoBiaenHass Hb Lepore. HepaBubiii KpoccHH-
roBep, MPUBOAAIINNA K TOABICHHI0O HEIDPEKTUBHO CUHTEIUPYIOIMIUXCS
reMOTrI00MHOB ¢ TUOPHAHOW OB-1eNbI0 U OTCYTCTBUIO O- U [B-TII0OMHO-
BOTO CHHTE3a B I[MC-TIOJIOKEHUH, MOXKET OCYIIECTBISTHCS B Pa3HBIX
TOYKaX CTPYKTYPHBIX T€HOB. B 3aBHCHUMOCTH OT BEIMYHMHBI aMHHOKHC-
JOTHBIX TOCJENOBAaTEAbHOCTEH O- M [B-rIOOMHOB B THOPUIHBIX IHENIX
paznuuaror Hb Lepore Heckombkux THmoB (Boston, Baltimore,
Hollandia). Onqnako nqucbanaHc CHHTE3a M TSIXKECTh KIMHHYECCKHUX MPOSB-
JICHUH BO BCEX CIydasX MPUMEPHO OJUHAKOBHI [ 7].

CuHTe3 TJIOOMHOBBIX Ieneil nmpu f-tajgacceMHYeCKHMX CHHAPOMAX.
CxopocTh CHHTE3a TJIOOMHOBBIX II€Me OTHOCHUTEJIHHO JpPYyr Jpyra
OTIpeNeAeTCS METOA0M, 3aKITI0YAIIUMCS B MHKYOAIIMU KPACHBIX KJIETOK
¢ meuennoit *H u '*C amuHOKHCIOTOH ¢ MOCJHEAYIOIUM pa3lesieHuEM
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rTOOMHOBBIX IeNedl M OmpeJelieHHEeM BKIIYEHHONW paguOaKTUBHOCTH.
Yamie oneHuBaT p/a OUMOCHMHTETHYECKOE COOTHOIIEHUE, HO HWHOrIa
MOJIC3HO 3HATh M Jpyrue cooTHommeHus (He oo/a, y/a, y/p u T. 1.). VY
3J0pOBBIX UHAUBHUIYYMOB p/a oTHoueHue konebuercsa ot 0,9 no 1,1.

Y romMo3urotr mo resHam [-tajacceMuud CHHTE3 [-ueneid MoxeT aubdo
OTCYyTCTBOBaTh -B °-th, nu6o GBITH pe3ko cHuKeHHBIM -p’-th. B cayuae
roMO3UroTHo# B °-tamaccemun Hb F saBiseTcs OCHOBHBIM KOMIIOHEHTOM
(96-98%), omHako cHHTE3 Yy-Ilellell HE KOMIICHCHUPYET OTCYTCTBHE [3-
nernei: oTHomeHue <y/oB perukynomnurax cocrtaBiser 0,2-0,3 [27].
CBoOoHbIe, CUHTE3UpYIOIIUECs B U30BITKE O-I[E€NU MOXHO OOHApPYXUTh B
IPUTPOUIHBIX KIETKaX TOMO3UTOT B Oosbimom komuuectBe. [lpu Oornee
A00pOKAYEeCTBEHHOM BapWaHTe TOMO3UTOTHOW [-Ttamaccemuu  (Tak
Ha3bIBAEMBIH TOJMAHACKUNA THI), TPOTEKAIOMIEH O TUITY MPOMEKYTOUYHOM
KJIMHUYECKON (GopMBbl, CUHTE3 Y-ueneid Oonee mHTeHcuBHBbIN (Yy/0=0,35-
0,45) [17]. HeBenuk u mnyn cBOOOAHBIX o-leneil. Takum o0Opazom;
COOTHOIIEHMWE HE a M O-Uened SABJACTCA OJHOM U3 BAKHEUIIHUX
JIETEPMUHAHT BBIPAXKCHHOCTU KIMHUYECKUX MPOSIBICHUN.

IHaTopuszuosorus 60abmon ¢popmsl -TasacceMun. DpUTPOLUTHI IPU
B-tanaccemuu. M30bITOK o-1menmei. XapaKTepHbIE MaTOJIOTHYECKUE
CBOMCTBa dPUTPOLUTHI OOJBHOTO TajacceMued MpUoOpPETaIOT BCIEICTBHE
U30bITKA O-IeNed, YTO MOXHO J0Ka3aTh MHOTOYHUCIEHHBIMH (aKTaMU.
Onucana mnpoMexyTouHas ¢opmMa TETepO3UTroTHOW [-Tanmaccemud,
BbI3BaHHAs HE CHIWXKEHUEM [-rIoOOMHOBOrO CHHTE3a, a YCHUJIECHHOMU
OpOAYKLIMEH o-lened, Tak 4YTO CpelHee COoJepaHue reMorioOnHa B
sputporute (CCI'D) 610 HOpMadbHBIM [63]. o-TamacceMus, yMeHbIIas
nucOallaHc CHUHTe3a Ieneil MNpu CcoYeTaHWW C [-rajmacceMuei, naer
3aMETHO  MEHBIIE  TPOsBICHUM  HedP(PEeKTUBHOTO  IPUTPOIIOI3A.
[IporeonuTuueckoe pacuiermieHne u30bITKAa o-Iened y TeTepOo3UroT
MO3BOJISIET UM OBITh MPAKTUUYECKH OCCCUMITOMHBIMU HOCHTEISIMU TE€HOB

TaJlJaCCEMUHU, a ciadas reMOTJIOOMHU3 AU KpacHBIX KJIETOK
KOMIIEHCHPYETCS HEKOTOPBIM 3PUTPOILMTO30M.
I[Teperpy3ka DJpUTPOUIHBIX KIETOK XeJle30M. BaxHbIM

MMaTOT€HETUYECKUM 3BEHOM NPH OOJIBIION (opMe TadacCeMHUU SBISIOTCS
HapymieHHss oOMeHa Jeje3a B TeMOTJIOOMHIPOAYIHUPYIONIHX KIETKaX.
BcenenctBue cHukEHHOro ToTalibHOTO cuHTe3a Hb w morepu remos
NPEHUIUTUPOBABIIMMH O-IIETISIMU JKEJI€30 HAKATJIMBACTCS B SPUTPOUTHBIX
KJIeTKax B 00apmioM koiamdecTBe. CHHTE3 reMa OJOKHPYETCS Ha CTaJauH
o0pa3zoBaHUsA O-aMUHOJIEBYIUHOBOW KucnoThl, (AJIK) mHrubupoBanuem
AJIK-cuHTeTa3pl HAKOMMBIIMMHCS MeTabonuTtamu. JKenes3o HachIIaeT
MOJICKYJIBI amoeppuTHHA, KOJMYESCTBO KOTOpHIX B 10 pa3 mpeBhIIIacT
HOpMaJIbHBIH  YpOBEHb. JIOCTUTHYB  BBICOKOTO  Ke€JIe30-0€JIKOBOTrO
COOTHOIIICHUS, MOJIEKYJIbl amodeppUTHHA TPOTCOJUTHYSCKH  pac-
MICTUISIOTCS ¢ 00pa30BaHMEM 3HAYUTEIILHOTO YKCIa TPaHyJ TeMOCHASPUHA
(cumepocoM), YTO O3HAa4YaeT IMEPEerpy3Ky OCJIKOBOW CHCTEMBI KJIECTKH
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xene3oM. [locrme HachleHuss ano@EeppUTHHOBBIX MOJIEKYJI BO3HHUKAET U
HAaYMHAET HapacTath Nyl  «Hecmenuduyeckoro»  xkenesza  [46],
XapaKTEePHBIN JJIsI MEPErpyKEHHBIX KEJIe30M OPraHU3MOB, KOTOPBIA CIO-
cOOCTBYET MEPOKCHUAA3HOMY MOBPEKACHUIO MEeMOpaH.

Bynyuu reneTudecku He NETEPMUHUPOBAHHBIMH, HAPYIICHUS] B 00 MEHE
JKeJle3a HaXOMATCS B HEPA3pPBIBHOM CB3UM C CUHTE30M HDb -0CHOBHBIM
KeJe30CcoAeprKaiumM OeIKOM.

Takum o00pa3zoMm, BCIEACTBUE pPa3HOOOpa3HBIX, 10 KOHIA e€IIe He
M3YUYCHHBIX MPUYUH IPUTPOUIHAS KJIETKA 4acTO THOHET BHYTPU KOCTHOTO
MO3Ta, a €CJIM U BBIXOJUT B KPOBSHOE pYCJO, TO 3aJepKUBACTCSI B
ceJie3eHKe, TJIe TaKKe MPOUCXOJUT MPOIECC yAaJICHUs Teel] BKII YSHUs.
B mocnennee Bpems BBICKa3bIBae€TCs MHEHHUE O MEXaHU3ME y3HaBaHUS
MakpodaraMu DPUTPOLUTOB MNpPU OOJBIION TajllaCCEeMUU KaK KIETOK C
HEPAaBHOMEPHBIM paclpejieIeHUEM OCTAaTKOB CHAJIOBOM KHUCJIOTHI Ha UX
HOBEpXHOCTH. Daromuro3 TalacCEeMHYECKHUX ODPUTPOUMTOB IN  Vitro
Makpoaramu ocymiecTBisiiics B 20 pa3 OwicTpee, 4eM HOpMaIbHBIX [69].
Pe3ko ycuneHHast 1eCTPYKIHMSA dpUTPOUTHBIX KIECTOK INSItU 1 B cele3eHKe
npu3HaKk HedP(HEKTUBHOTO IPUTPOIIOI3A.

st Gonbuiot GopMbl TamacceMUM MOCTOSHHBIM MPHU3HAKOM SIBJISI€TCS
CIUIEHOMETaJIus, BCIAEACTBUE Kak «runepTpoduu padbodero opraHay, Tak u
neperpyska xeie3oMm. YBeiauueHue ceinedeHku (B 10 pa3 u Oouee)
ycyry0isieT  TedYeHHEe  aHeMUHM  THUmepBojeMuedt  (CIUIEHUYECKOU
runpemueii). Yacto BO3HUKAET BTOPUUHBIA THUMEPCHICHU3M C BBITEKAIO-
IIUMH OTCIOZIa OCTIOKHEHUSIMU.

[leperpyska opranusma xeine3oM. BakHbIM NaTOT€HETUYECKUM 3BEHOM
B KJIMHUKE TOMO3UTOTHOM [-TallacCEMUHU SIBIISIETCS MEperpy3ka opraHuzMa
’KEeJIe30M  BCIIEJCTBUE CHHXXEHHOM yTHIM3aIMM Keje3a KpacHBIMHU
KJIETKAaMU KPOBH, YBEJIWUYCHHOW aOCOpOIMM B KHUIIEUHUKE U OCOOCHHO B
noclieJHee BpeMsi B CBA3U C BBEJICHUEM HHTEHCUBHBIX TPAaHC(HY3HMOHHBIX
IpOrpamMM-JO0TOJHUTEIbHOW HATPY3KHU KEJIE30M C MepeInBaeMOil KPOBBIO.
[ToBhIIEHNE CHIBOPOTOUHOTO KeJe3a, MOJAHEM CHIBOPOTOUYHOTO peppUTHHA
OTpa’kaeT TpoIecC HaKoIUIeHWs  MeTajnna B TkaHsax. OOmas
KEJIe30CBI3bIBaIONIAsl CIIOCOOHOCTh CHIBOPOTKH cHUKaeTcs. IlocteneHHO
HAYMHAETCS HAKOIUIEHUE TPaHyJ -T€MOCHAEpPUHA BO BHYTPEHHUX OpraHax.
Korga sxene3ocBsi3piBamoIas crnocoOHOCTh amodeppuTHHA HMCTOIMIAETCH,
&KeJe30 MOXKET 00pa3oBbIBaTh COCMHEHUS C JPYTUMU O€lIKaMH, B HOpME
HE CYIIECTBYIOIIKNE, YTO MPUBOJUT K HAPYLICHUIO MeTa00JIu3Ma KIETOK U
JeTeHepaTUBHBIM  H3MEHEHUssM  opraHoB.  Oco0€HHO  CTpajamT
MapeHXUMATO3HbIE KJIETKM T[E€YEeHH, OHHAOKPHUHHBIX OPraHOB, KIETKHU
cepana. Kenezo Hb nmepenuToil KpoBU IEMOHUPYETCSA B CEIE3CHKE IMOCIE
€CTeCTBEHHOW CMEPTH JSPUTPOLUMUTOB, a BCOCABIIEECSd B KHUIICUHUKE -
HEIMOCPEJACTBEHHO B MapPEHXMMATO3HBIX KIETKaX.

HoBoBoBneueHHbli B cuHTe3 HB, HECMOTpsSs Ha YAaCTUYHOE HWHIH-
OupoBaHME €ro CHHTE3a, OOHApYXXUBAETCA B HU30BITKE, YTO MPUBOAUT K
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NOSBJICHUIO B OpraHu3Me MNPOAYKTOB €ro YCHJIEHHOro Karabojausma: B
CBHIBOPOTKE HEMHOTO TMOBBIIIEH HEKOHBIOTUPOBAHHBIA OUIUPYOUH, CHH-
’KEHbl WM OTCYTCTBYIOT TaNTOrJO0MH W TE€MOINEKCHH, B MOYE -aHO-

MAaJIbHBIC AUIIUPPOJIBbHBIC COCOUHCHUA. 3a CUceT YCHUIICHHOT' O
)KGJI‘ICKB.MHGO6P3.30B3.HI/I$I BO3MOXKHBI INPHUCTYIIBI KaJIbKYJIC3HOT O
XO0JI€OuCTHUTA.

CrnenyeT MmMoA4YEpKHYTh, YTO BBILIENEPEUYHUCIIEHHBIE MATOTE€HETHUYECKHUE
MEXaHU3Mbl XapaKTepHbl IS TsKeablx ¢GopMm [-TajmacceMUUEecKUX
CUHAPOMOB. /s Manoil M MUHUMAJbHOW KIMHHUYECKUX (POpM 3ameue Hbl
JUIIb  CIEJOBbIE, CTEPThIE MNPU3HAKU-TIOCIECACTBUS  TJIOOMHOBOTO
nucbananca. UMeHHO mo3ToOMy 3TU QOpMbI OOBEIUHSAIOT MOJ Ha3BaHUEM
thalassemiatraib (1. e. mTpuxoBas, ciexoBas Tajlaccemus).

Kiannnyeckue (popmbIl TAJIaCCeMMH. bonspmas dbopma
(thalassemiamajor). Kinunudeckue mnposiBiaeHus Oosbinod Gopmbl [-
TaJlaCCEMUU CTAHOBATCS 3aMETHBIMH, HAaUWHAsI MPUMEPHO C MEPBOTO roja
KU3HU peOeHKa UM BHayalie He HEeCYT cneuu(PUuyecKux yepT: OTCTaBaHUE B
Bece, OJIEAHOCTh KOXXHBIX MOKPOBOB, MNPUCTYNbl Juxopainku. OjgHaKO
OOBIYHO yX€ K KOHIly BTOPOTO rojia >XHU3HH OTYETIUBEH BBICTYNAIOT
NpU3HaKW aHeMUu U  HedIDPEKTUBHOTO IPUTPONO33a, BOZHUKAET
Heo0XoauMOCTh B reMoTpancdy3usax. MHorga mo Bo3pacty pebGeHka, npu
KOTOPOM  TIepelMBaHUs  JPUTPOMACCHl  CTAHOBITCS  JKU3HEHHOU
HEOOXOUMOCTHIO, OOJBIIYIO TAJACCEMHUIO JIENSAT MO CTEMEHU TSIKECTH: J10
2 nmet (A), no 5 ner (b), mocae 5 ner (B) [[43-48]. be3 tpancdys3uii
amemus Tskenas: Hb 20-60 r/m, sp. 2-3-10"/x.

B ma3kax nmepudepudeckoit KpoBU - MIUPOKUN TOIUMOP(PU3M, Tpexae
BCEro aHU30MoMKuiIonuTo3. Hapsiny ¢ HOpMOXPOMHBIMU HOPMOILIUTAMH B
0O0JBIIOM KOJHUYECTBE BCTpeHaroTcs ciaabo TeMOoTrI0OMHU-30BaAHHBIC
KJIETKA-MHUIICHEBUIHBIE,  IIJIEMOBHUIHBIC,  THUINOXPOMHBIE;  KIETKH,
U3MEHEHHBIC TIPU YJAJCHHUU Tejell BKIIOUEHHH -KallJIeBUIHBIC, KIECTKU-
dbparMeHThl, a Takke MUKPOCPEpOIUTh, MUKPOIUTHI. Tenblia BKIIOUYCHUS
BBISIBJISIIOTCS npu OKpacke OKHUCIHUTEIbHO-BOCCTAHOBUTEIbHBIMU
KpacUTEJISIMH JIUIIb y OOJBHBIX C YyHaJICHHOW celie3eHKoi. BuisaBisercs
0azopuibHass MyHKTAlUs OHPUTPOLUTOB, PETUKYJIOLMTO3, B TIKEIBIX
ciaydasx -HopMmoOiacTo3. B MyHKTaTe KOCTHOTO MO3Tra- 3pUTPOUJHAs
runepiuia3us ¢ Mop(OJOrHYecKd HM3MEHEHHBIMH JSpHUTpoOIacTaMu, B
OCHOBHOM MOJIUXpOMATOQUIBHBIMH, CHAEpPOOIACTAMU, MHOTOYHUCIECHHBIE
Telblla BKJIIOUYEHUM B LUTOILUIa3Me, €IMHUYHBIE B siape. OcMmoTuueckas
PE3UCTEHTHOCTh JPUTPOLUTOB MOBbIIIEHA (IPUYUHBI IOKa TOYHO HE
YCTaHOBJICHBI).

XapakTepHbl U3MEHEHUSI KOCTHOM CUCTEMBI IpU OOJBIION Tanacce MUU.
Hedopmanuss dyepena NPUBOAUT K XapaKTEPHOMY «JIUIy OOJBHOTO
anemueit Kynn» (fasies Cooley): 6amenHbIii ueper, yBeaIudeHUe BEpXHEH
YEJIOCTH C OTIAEJEHHUEM OPOUT W MAHTOJOWUAHBIX pa3pe3oM rias,
BBICTYIIAHWUEM PE3IOB M KIBIKOB, HApYIMICHHEM MPHUKyCa W APYTHMH
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OJIOHTOJIOTUYECKUMHU TMpobieMaMu. PeHTreHOTOTHYEeCKH OmpeaensioT
CHUMIITOM «BOJIOCATOTO UEpema» WINU «eXHKa» (MToJbYaThIiii IEPHOCTO3),
pacmupeHue JTUTLIO3TUYECKOTO IpPOCTPAHCTBA, yCHUJIEHHE
TpaOEKyIIpHOTO  PHCYHKa, HApyINIeHHE  MMHEBMATH3allUUd  Ta3yXx,
OCJIOKHSIOMIEECS CHHYCHTaMH, OCTEOIopo3, obnuTepamus laminadura u
ap. B  1IauHHBIX TpyOUYaTBIX KOCTAX pPAaCHIUPEHBI KOCTHOMO3TOBHIC
MOJIOCTH, KOPTHKAJIbHBIM CJIIOH WMCTOHYEH, 4YacThl TaTOJOTHYECKHE
nepenaomel. [Ipu peHTreHorpadum TPyaHOW KICTKH HWHOTAA HAXOMIAT
MICEBJA0OMYXO0JIEBbIE o0pa3oBaHUs: odaru IKCTpaMEAYJISIPHOTO
KpPOBETBOPEHUS, KOTOpBIC TIPHU JIOKAJIM3AIlMd B TapaBepTeOpaIbHBIX
KaHajaX MOTYT MPUBOAUTHL K CHUMITOMaMm CIHHAJIBHOW MHUEIONMATHH U
KOMIIPECCUH CITMHHOTO Mo3ra [51-54].

OOs3aTenbHBI NpU3HAK OONbIION (OpPMBI - yBEJIMYEHHAs Cele3€HKa.
OnHako CcYMTAETCsA, YTO CIUICHIKTOMHS TIOKa3aHa JIMIIb B CIydasX
OCITOXKHEHUH CO CTOPOHBI CEJE3E€HKH: MEXaHWYECKOH KOMIIpecCuu
BHYTPCHHHX OPTAaHOB W SBJIICHWH TrHUIepcIuicHu3Ma. Bo BTopoM ciydae Ha
(GOoHE pa3BUBAKOMIMXCA JICHKONMCHUU H TPOMOOIIMTONCHUH BO3HUKAIOT
BTOPUYHBIC WHOEKIIMOHHBIC OCIOXHECHUS M FreMOpparude CKue CUMIITOMBI.
MaccuBHas CIUICHOMETa usl MPUBOJUT TaKXKe K THIICPBOJICMUH, YTIKEISSA
NPOSIBJICHUS aHEMHUM.

B cBs3u ¢ yBenu4eHHOW MOTPEOHOCTHIO B (POTMEBON KHUCIOTE MPH €€
HEJIOCTaTKE TeMOI0d?3 MOXKET TMpuoOperath Meraio0JacTHYeCKUi
Xapaxrep.

Hano 3amMeTuTh, YTO MHTEHCHUBHBIE PEXKUMBI TeMOTpaHC(y3uil, oco-
OEHHO €eclM WX HAauYMHAIOT C paHHEro BO3pacTa, MOTYT MOJABJSATH WIIH
OTJEJISITh BO BPEMEHU PA3BUTHE CHUMIITOMOB aHEeMUH U HedI(P(HEKTUBHOTO
sputrponods3a. Tak, Bo3MoxHO mnoaaepxkuBanue ypoBHs Hb cseime 100
I/, TeMaTOKPUTHON BenW4yuHBl cBbimie 0,3 /1, TpU 3TOM KOCTHBIE
U3MEHEHUS] HACTYMNAlT 3HAYUTEIbHO IMO3KE U HE BEAYT K TSIKEIBIM
nedopmanusM, a crijieHOMeranus He ObIBaeT CTOJb BhIpakeHHOU. OqHAKO
OCTpEE CTaHOBATCS MPOOJEMBbI, CBSI3aHHBIE C MEPETPYy3KOMl oOpraHu3Ma
KEIIe30M.

Y OGonpHBIX OONBIION TamaccemMueidl HayumHas mnpumepHo c¢ 8-10 ner
BO3HUKAIOT, a 4Yepe3 HECKOJBbKO JEeT W BBIXOISAT Ha TEpeJHUN IUIaH
OCJIOKHEHMUSI, CBA3aHHBIE C TEMOCHUIEPO30M BHYTPEHHHUX OPTaHOB..

[Ipouecc remocuiaepo3a MHUOKapJa, MPEUMYIIECTBEHHO CYO3HAOKAp-
JIUATBHOTO, COMPOBOXKIAETCA KapJAMOMEraiuei, mIpucTynaMu BTOPUYHOTO
BO3BPATHOTO TMEpUKApAUTAa W pa3IuuyHbIMH Buaamu aputmuii. [locie
MOSIBIICHHUSI  CEPACYHBIX CUMITOMOB TPUMEPHO B TEYEHHE TOJa
pa3BUBAETCS 3aCTOMHAS CepAeUYHasi HEJJOCTATOYHOCTb, KOTOpAas SABIAETCS O
HOBHOW MPUYMHOU cMepTu OonbHbIX aHemued Kymnu. OHu ymwuparor B
cpeaneM B Bo3pacte 17 gmer. Paspaborana xmacudukamus CTagui
CepICYHOW CUMITOMATUKH Y OOJBHBIX TallaCCEMU C HCTOJb30BaHUEM
KJIUHUYECKUX JAHHBIX, JAHHBIX sxokapauorpadpu (Ox0KT"),
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PaAMOHYKIUAHOMN KUHEaHruorpapuu (PK) u 24-gacoBo
anekTpokapauorpadpum (OKI') [40-57].

Cragusa [. OrcyrctBue cumnromatuku; OIxoKI': nerkoe

YTOJIIEHNE CTEHKU JeBoro xenynouka; PK: nopma; 9KI': HopMma.

Cragus II. CnabGas yromusiemocTh mnpu ¢usmdeckod Harpyske; IxoKI':
quiaTanus U yTOJILEHWE CTEHKH JIEBOTO JKEIIyA0YKa, HOPMAJIbHBIN CEPACUHBINI
BBIOPOC;

PK: cepaeunblii BBIOpOC HOpMaJeH B [MOKOE, HO HE HApAacTAET WIM Jake NMajaet
npu Harpy3ke;OKI': penkue atpuanbHble M BEHTPUKYJSPHBIE SKCTPACUCTOJIBI.
Cramgus III. TlanpnuTanus w/wiam 3acToiiHasi cepjeyHas HEIOCTaTOYHOCTh:
OxoKI': cumxeHHbli cepaeunblii BeIOpoc; PK: cepaeunsiii BIOpOC HOpMalieH
WIM CHWKEH B MOKO€, CHIWXKEH mnpu ¢usnueckoil Harpyske; OKI': wacTeie
AKCTPACUCTOJIbI, OJIOKaAbI CEepALIa.

['ematoMeranuss B OCHOBHOM SIBJISIETCS IOCJEACTBUEM T'e€MOCHUJEPO3a,
o4ard 3KCTpaMeAyIsipHOro remornos3a Majibl. JKeae30 HaKaliMBaeTCs B
MapeHXUMATO3HBIX,  (aroUUTHUPYIOIIUX  KJIETKaX, a  TaKXke B
MEXJI0JIbKOBBIX TPOCTPAHCTBAaX, 4TO BeAeT K (UOpo3y, KOTOPHIA Mpu
COUYETAaHHWU C MHTEPKYPPEHTHBIMHU T'eNaTUTAMU MOJXET BBI3BIBATh U IIUPPO3
neyeHu. OOBIYHO HE3HAYUTENBHO MOBBINIEH HENpsIMOW OunupyouH (1o
0,02 r/n), TpancamuHa3bpl B OTCYTCTBUE remaTtuta B Hopme. M3penka
HaOMIO1al0TCsl TPUCTYINBl  KallbKyJE3HOTO XoJenuctuTa. Yacrtoe oc-
JOXKHEHHE OOJBIION TallacCeMHUU - caxapHbIM Aumadber, oO0yCIOBIEHHBIN
runoGyHKIUeH MOIKEITyTOYHON Kele3bl U PEe3UCTEHTHOCThIO K MHCYJIIU -
Hy. [laToreHe3 mNOCTOSSHHOrO NpHU3HAKAa -3aJepXKU B (GHU3UYECKOM U
NOJIOBOM Pa3BUTHHU -MOKA HW3YYEH HEJOCTATOYHO. Y IOHOIIEW - HU3KUU
YPOBEHb TECTOCTEPOHA, XOTS CIIEPMATOr€HE3 COOTBETCTBYET BO3pacTy; Y
NEBYIIEK - 3aJiep’KKa MEH3eca, HEJJOCTATOYHOCTh JITEUHU3ZUPYIOUIETO U
G ONTUKYIOCTUMYITUPYIOIIETO TOPMOHOB. Hpyrue HapyuIe HUs -
TUIIOTUPEO3, YBEJIUYEHHOE COAEpIKaHUE AKTT, runod yHKIus
NapalMTOBUIHBIX )KEJI€3 - PEIKHE OCIOKHEHHS TalaCCEMUU.

N3menenuss MoueBOW cCHCTEeMBbl Ipu Oodbimod ¢opme emie criabo
U3YUYEHHBIH BONPOC, OJJHAKO CUMIITOMBI CO CTOPOHBI 3TOW CHCTEMBI CBO-
IATcsl K cleaymomeMy: 1) yBeluueHHas amuHoauuaypusi; 2) casur pH
MOYH B HICJIOYHYIO CTOPOHY; 3) CHMI)KEHHE KOHIIEHTPAI[MOHHOW c1moco0-
Hoctn mouek [81]. Penkoe ocimoxHeHHWE - MeAYJUISIpHBIA (GuOpPoO3 ¢
U30CTCHYPHUEU U PE3UCTEHTHOCTHIO K AJ[I".

B 3akitoueHue cienyeTr OTMETUTh, UTO BBIPAKEHHOCTh MPOSIBICHUMN
Meperpy3ku opraHu3zMa OOJBHOTO JKEJIE30M HAaXOJUTCS B MPSAMOM 3a-
BUCHUMOCTH OT 4YWcia u oO0bema remoTpaHcdy3uili U B oOpaTHOU 3aBU-
CHUMOCTH OT JTO3UPOBKHU, NEePUOIUYHOCTHU u IpYrux
dbapmakoTepaneBTHUYECKUX  OCOOCHHOCTEH  MpWeMa  XeJaTopoB -
npenapaToB, BBIBOAANIMX Kejae30 H3 opranusma. llpu perynsapHoit
Tepanuu xenatopamu (Aecdepan) reMocuaepo3 SHAOKPUHHBIX OpPraHoOB
BhIpakaeTcs B CYOKIMHHMYECKON CTENEeHH, BO3MOXKEH U perpecc ¢ubdpo3a
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neyeHr. OJHAKO reMOCHUAEpO3 CEepJIeYHON MBIIIIBI HEOOpaTUM U JIHUIIb
MOET OBITh OTJIaJI€H MO BPEMEHHU.

Haonwoagewnwue:: lIlpodanga M-sa M., 12 ner ¢oto 1 GonbHOM
OoNBIION  TalacceMuel, MO  HAMOHAIBHOCTM  apalka, TOCTynmuia B
reMaTOJIOTHYECKYIO0 KIIMHUKY AHIMKAHCKOro MeauHCTUTyTa 12.1Y.1976 1 roga u3
[TaxTaabamokoro paiioHa ¢ [AMAarHO30M: aHEeMUs HesCHOW »dTuonoruu. Ilpu
MOCTYIUICHHH, CO CJIOB pojuTeed, e€ Ocecrokomsaa CHIIbHAsS o0Imas ciaboCTh,
WKTEPUIHOCTh KOXKHBIX MTOKPOBOB, OTCTABaHUE B POCTE W PA3BUTHH. DTU SBJICHUS
HaO0JII0IaJTUCh CO BTOPOTO roja xu3Hu. Kaxaprit roa 2-3 pase jgeuntcs B pailOHHON
O0NBHUIIE TpenapaTaMu JKeJie3e, BUTAMUHAMHE, OAHAKO d(PPEKT He3HAUUTETICH.

OO0miee COCTOSTHUE TPHU TOCTYIUIEHHH OTHOCUTENIBHO YJOBIIETBOPUTEIIBHOE.
JleBouKe pPOCTOM COOTBETCTBYET S-JIETHEMY BO3pacTy, C OJ€AHO-UKTEPUIHOU
OKPAacKOM KOXXHBIX TIOKPOBOB, TIOHIDKCHHOW YNUTAHHOCTH, (QopMa deperne
"GameHHas'", ¢ BIABICHHOE MEPEHOCHIICH, MIMPOKON CKYJIOBOM KOCThIO. HukHME
KOHEYHOCTH JIe()OPMUPOBAHBI 1O TUIY Jenu valga acuMMETpUYHBIN OTrpOMHBIN
KUBOT 32 CUET YBEJIMUCHUS TICUCHU U celie3eHKU. [leueHp BhICTymaeT u3-1moj| Kpas
peOepHoit nyru Ha 12 cm, ceneseHku - Ha 8-9 cm (dorol). Bpenrrenorpamme
cumMnToM &xuk npobdanga M-sa M ¢orto 2.

OOmuii aHanM3 KPOBHU: sputpountsl - 2,7x10%%/m,  obmmit He -47 r/m,
reMatokput - 12%, OPD - 0,25 - 0,52%, petuxkymomutsl - 56%0, JCHKOIUTHI -
6,2x10%n, s03uHOMITBI - 1%, manoukosiaepHbie - 3%, CETMEHTOHTOSICPHBIC -
69%, mumbonutel - 25%, moHouuthl - 2%, COD — 11 Mm/ua (tabmuial)
KayecTBEHHass IMpobda Ha OmpeJeieHHe akTUBHOCTH ¢epmerTa [-6-DJIT°
sputporToB 1o bepHmiteiiny otpunatensHas. HB A, - 8,25%, He [ - 27,2%
(puc. 22), HB F - 0,27%, CI1D - 6,7, COD - 74 n, CCI'D — 17 yy, HOpMOOAaCTHI -
9%.  BblpaXEHHBIH  aHU30-NIOMKWIOLUTO3,  OBAJIOLUTO3,  IOJIUXPOMAa3Us
SPUTPOLIUTOB, MULLIEHEBUIHBIE SPUTPOLUTHI - 11 B mosie 3penus (puc. 2).

Huarnos: B-tamaccemun/ HB JI. HeobOxommmo oOcinenoBath U APYruX YJICHOB
CEMbHU.

Y MmarTepu mnpodanme Hs JI - 21,1% (ta6. Ne 1), HB F -1,41%, HB A, -
33%, OPD - 0,32-0,48%, 6a3oduiabHast MyHKTAHS SPUTPOLUTOB, MUIIICHEBUTHBIC
SPUTPOLIUTHI B KAKJIOM 1oJie 3peHus. Jluarnos: manas -tanaccemus.

Voroa npobanma OPD - 0,30-0,54%, He F - 0,72%, HB A, - 5,88%,
MUIIEHEBUIHBIEC SpUTPOLUTHL. J{Marno3: Manas Tanaccemus, HB A,Bapuant.
YecrTapmeincecTp s npodanga (M-sa M) OPD -0,52-0,52%,
CO3 — 81y, CCI'D - 37yy, perukynouutsl - 5%o0, HB 2,11%,HBA, - 4,67/%,
MHUKPOIIMTO3, OBAJOLMUTO3, 3BE3qYaThle 3PUTPOLUTHI, TUIOXPOMHUS, €IUHUUYHBIC
MUIIEHEBUIHbIE KJIETKH. /lnarno3: MuHumanbHas f-rainaccemus,HB A, BapuaHr.
®oro 1 IIpobanna M-pa M 12 ner.
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®oto 3-PonocnoBHol cemb pobanna M-8 M 12 ner.
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Puc 3 PonocnoBnasi cembu npobanga M-oit M 12 ner.
YMnanme#hcecTp s npodbanga (M-saM) OPD -0,32-0,52%,
C0D — 81u, CCI'D — 37 yy 6 peruxynouutsl — 5%o0, HB F ,11%, HB A, —
5,81%,0Banonuro3, MHUILEHEBUIHBIE  JIPUTPOIUTHI  €AWHBIE, JHATHO3:
MUHUMaJIbHas B-TalacceMusl.

Yecrapmero©6parta mpobanage (M-B A.) OPD -,52%, COD —

86 1, CCI'D — 24 yy, peruxynouutsl — 8%0, HB F ,13%, HB A,mukpouurtos u

MUIIEHEeBUAHBIC pUTPOIUTHI. Y cTapuiero (M.-B T., 26 met) uMerorcst Takxke

XapakTepHble MOpPGOJIOrHUecKrue HEeHHUsSI KpacHOU KpoBH, yBennueHue OPD, Hs

A, — 15,9 u 4,67%, ectb y o0oux OOHapy»eHbl MPU3HAKHM MHUHUMAaIbHOU

TayieceeMuu (Tabnmna 1).

Pe3ynbTaThl uccneqoBaHUS ATOM CEMbU TMOKa3bIBAIOT, YTO, XOTS Yy OTIA
npoOaH/ia, JBYX cecTep M OpeTheB HET aHeMHH, Y HHUX BCE XK€ HMEIOTCS
Mop(dosornyeckue TNpU3HAKA B BHUJAC MHIICHEBHUJIHBIX, OBAJIOKICTOYHBIX
spuTponuToB, NoBbieHUss OPD u HB A, a y MaTepu K TOMY ke OTMEYaeTCs
CKJIOHHOCTh K aHeMUU. BrlenpuBeseHHbIE JaHHBIE JAlOT HaM OCHOBAaHHE
clenaTh BBIBOJ, YTO y mpoOaHae rerepo3urotHas nmo HeB A, —tamdccemust u
remornoounonatus J{(HB - 27,2%, doro 1) ¢ BeIpaKEHHOW KIMHUYECKOMU
KapTUHOM TE€MOJIUTHYECKOM aHeMuu, TO ectb aHemus Kymu. Hp ]
ornuddepennrponad oT He o (mpobe Ha pacTBopuMocTh o Utany u npobda Ha
cepnoBUIHOCT, 2%  pacTBOpoM  Merabocynbhura  HaTpus  ObUIK
OTpUIIATEIbHBIE).

W3yueHne poaociioBHOM ceMbH Ipodanaa M-Boit M. nokasano (puc.3 ),
gyto orten (I1-2) mpobanma aBaXKabl OBUT KEHAT, OT MEPBOr0 Opaka MMeEET TPEX
Jouepeil, Bce OHU U UX JETH 310poBbl. OIHAKO OT BTOpPOro Opake u3 6 aeteit
BCE 5 )KUBBIX ABJISIOTCS TETEPO3UTOTHBIMU HOCUTEISIMU 3a0Q07ICBaHUS, TOCKOJIBKY
Matb (11-3) u otent (11-2) sBRsAIOTCS TETEPO3UTOTHBIMU HOCUTENAMU TeHe HB A;
(4,33 u 5,88% coorBercTBeHHO). [IBa 6para (111-9 u 12) u ase cectpsr (I1-
10 1 11) nmpoGanga ABISIOTCS TaKXKE T'€TEPO3UTOTHBIMU HOCHUTEISIMH T'eHE
remMorioouHe A, W crapmuii Opat e€, XOTsS W KeHaT 7 JIeT, CTpajgaeT
o6ecnmoguem. Camas crtapmasi cectpa (ll1-7) mpoGanma ymeprnana 2ra
roja W3HH, NMpPUUYMHA cMepTH HeusBecTHa. Co CIOB poAuTeleld, OHa
cTpajalia aHeMHued U IKENTYIIHBIM CHHAPOMOM, IOATOMY, MO BCEWH
BEpOSATHOCTU, y He€ Oblta Oosbias TajmaccemMusi. AHalIW3 POJOCIOBHOM
ATOW CEMbU MHTEPECEH €Ill€ U TeM, YTO MpoOaH/ yHacieaoBaiaa OT MaTepH
(11-3) He JI. JlmarHo3: KoMIayHJHOE cocCTOsHHEe — [-tamaccemu/Jl-
reMorjioOMHOMaTHH.

Haomonenue 2 Y GonbHOTO peberoka A-B M. 7 netT, mpu 0CMOTpe OTCTAET B
pocte (102cM) u pa3BUTHUH, MOHTOJOWAHBIN JIUIO, OCIIEHHBIH Yeper,
BJIABJICHHBIM TIEPEHOCUI]A KOXHBIC IMOKPOBHI COJOMEHHO J>KEITOr0 IIBETA,
CKJIEpBI TJIa3bl UKTEPUYHBI, OTPOMHBIN )KUBOT (hoTo 4) .
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dorto 3 a

®oro 36 bompmas dopma P-ramaccemuss Hamanranckas — o0JacTsb,
TypakypraHckoi paiioH mpoOaHg A-B W B Bo3pacTa 2 JIeT IenaTOCIICHMEraIus
¢doto 3 a u 36.
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®oto 4 PebGenok A-B /M 7 net. Oonbioi B-tagaccemueit, uz deprenckoit
obmactu, ropoa Maprunan

B nerkue Be3ukymnsipHbIe AbIXaHUE, TPAHUIIBI CEP/ILIa B TIEpeIesiax HOPMabHBIX,
AD 115/75 mm/pr.ct, myasc 82 ymapoB B MUHYTY. B o0mieit pasBepHyTOH
aHanM3e KpOBHM remornobuH 74r/m, ospurpoumtsl  3,0x10"%/1, uBeroBoii
nokazarens 0,7, perukymnouutsl 19, HelTpodunsl mnanoukasaepasie 4%,
cermeHTosepHbie 38%, mumdorutel 54%, 303H0(HIBI 2%, MOHOIUTHL 2%,
cpenHeit  obvem spurpoumThl  71,4p, COD  8Mm/gyac, oOcMOTHYECKas
pe3UCTeHTHOCTD IpuTpouuToB (OPD) cocrauser 0,26-0,51% T. € pacmupeHsl
B 00e cropony B anekTpodoperpamme He A; 9,6 %, HBF2,1% Hg A; -88,8 %.
IIpy MUKpOCKONHMS OTMEYAETs] TUIIOXPOMHUS  SPUTPOLUTOB, BBIPAKECHHBIN
aHU30-TIOUKMWIONNUTO3, Oosee 10 MBIICHEBUAHBIMEU SPUTPOIUTAMA B KaXIOM
MOJIE3PEHUSI MUKPOCKOTIE ¢ TPe00I0IaHneM MHUKPOIIUTO3a.

[legonounast mpoba: obmuii Oumupyoun 70,6 mMrMonbw/i, mpsmoi 11,8,
Hernpsimoir 58,8, oueHp BBICOKMH B HOpme  1,2-15,7  MKMOIB/MI.
AcnaprataMuHOTpaHcamMuHa3a Bbicokasg 29, mpu Hopme no 0,40, amanuH
aMUHTpaHC(epas3a Takke Bhicokas 52 (cMm. 1ab 2 au 0.).
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BonpHolt pebenok A-B M. 7 jieT, HAXOIUTCS HA JUCIIAHCEPHOM y4yeTe Yy Hac
reMaToJIOTHYECKOM oTAeneHue KnuHuke Aual'ocMu. I[lepuoauyuecku nomyyaet
TPYKAM OTMBITUE SPUTPOLIMTaApHAs Macca U KOHCEpPBAaTUBHOE JICYEHUE, B BUJIC
BuTamMuH Bi, (donueas kucinoTa u Apyrue CUMITOMATUUECKUE JICUCHUE.

Ha ocHoBaHMM OOBEKTHBHBIX JTaHHBIX OTCTAaBaHUS B POCTE, PAa3BUTHH,
nedopManuu 4yeperna, BAABICHHBIE MEPEHOCUIIb, PEOCHOK OOJIBHOTO aHeMuen
kymu (facies Coolly), crmenomeranus, remaToMeraivs, THIOXPOMHAs aHEMUS
(HB 74 r/n), ocMatuueckuit pesucteHsie s3putporuthl (OPD) pacmapensl B 06e
cTopony, yBenuuenue HB A, HB F(2,1%) nanuuue 6osee 10 MUllleCHOBUAHBIX
SPUTPOLIUTOB, BBIPAXKEH  AHU30-TMIOUKUIONUTO3, OWIUPYOMHEMHUS]  KpPOBH,
0COOCGHHO 3acueT HempsiMod (pakiuu 58,8% BBICTaBICH JUArHO3 OOJIBIIOS
OeTa-TaylacceMus CIUICHO-TallaTOMEraTM4eCKUMHU, aHEMUUYECKUMU CUHIPOMaMH.

BonbHOI pebeHOK HaXOIUTCS HA JUCIIAHEPHOM y4yeTe y Hac B KIIMHUKE

Aung TocMU um B r1eMaroiorTMYEeCKOW OTAEIEHUH OOJACTHOW JETCKOH
KIIMHUYECKON OOJbHUIIE W TIEPUOJAMYECKUM TOJydaeT CBEXE OTMBITYIO
SPUTPOLIUTAPHYIO MACCY U TUIa3My KpoBH. M3 ponocioBHbI mpodanga A-B M.
7 ner BuaHo, uyto wmath (II-7) m oren (I1-8)  HaBepHsika oka3aiuCh
TeTEPO3UTOTHBIC HOCUTENU TeHa Oere-tamaccemuu. O0a OHHM MPAKTUYCCKH
3I0POBBIC, TOJBKO CTPaJal0T THIOXPOMHOW aHEMUEH. Y MaTepu reMorioOuH
74 T/n, SPUTPOIUTHI 3,1X1012/”, AHU3OIIOMKHUIIONUTO3 6,7,9 MUIIICHOBHUIHBIC
sputporuThl. Y oTma remorno6uH 83", 5-6-opUTPOLHTBEI B IOJIE3PCHHS
MUKpockone, Mano Toro mnpobann A-B M 7 5er —HMX CbhIH KIMHOYECKH H
J1a00paTOPHO JTOKa3aHHBIN OoNbHOMU 00O B-Tamaccemuei.
Ecam BHUMATENbHO CIEUT B CXeMe POJOCIOBHOM cpeau 25 cubmor B IlI-
nokoJieHnu y crapuieit cectpsl cbiH (111-10) B Bo3pacTe 6 jeT ymep KeaTydyHOM
CUHAPOMOM, KOTOPBIA CTpaaai ¢ 2-X JIETHOro Bo3pocTa. A cpeau 17 cuOios
llro mokonenuss y orma mutanmuid 6pat (I11-17) Takke ymep B paHHEM JETCTBE
OoT OOJIE3HH >KEITYUIHOM CHHAPOMOM B BO3pacTe § JeT, KOTOpble YIaloCh
YCTAaHOBHT TPHU THIATEIHHOM COOpPE aHAMHECTUYECKUX TAHHBIX Cpeau OIM3KUX
POJICTBEHHUKOB TIpoOaHma A-B M. 7 1er.

3aKkroueHHH He00X0IUMO OOBSICHUT U PEKOMEH0BaTh BceM wieHaM || u

Il moxaneHun 4TOOBI OHU MPOILIM KIMHUKO-TA00paTOpHBIE OOCIEIOBAHUS H
KOHCYJIbTUPOBAINCH Yy CIHEIUATNCTa TE€HETUKA-TEMAaToJIora, YTOOBI CIACTH
OyIyIIMX MOKAJICHUU OT 3TOW HACIICICTBEHHON 00JIe3HU KPOBH.
Hao6awaenue 4 bonpHoM pebenok T-B [[ 10 1eT mo HaMOHAIBHOCTH y30€K.
OOmiee COCTOSIHME yNIOBJICTBOPUTEIHHOE, CO3HAHHWE SICHOE, TIIOJIOXKEHUE
aKTUBHOE. B pocTe u pa3BUTHHM OH OTCTaeT 3HAYUTEIHHO, OAIICHHBIA Yeperl,
MOHTOJIOUIHBIH JINIIO, BAaBJICHHas TepeHocuma (cM. ¢oro 5 T-B I ner).

KOXHBIX TOKpPOBBI M BBIABIMBIE CKJIEpPHl TIJa3 HUKTEPUYHO, CBETJIO
COJIOMEHHOTO 1IBETa, ayCKYJbTaTUBHO B JIETKHE BE3UKYJISAPHBIC JIbBIXaHUE, TOHbI
cep/la siCHbIE.
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®doto 4 a G6onbHoM T-B /| 10 nmer. bonbmioit tanaccemuii. depraHckuii
BUJI0sATa, YNMEH.
B ampenu mecwsane 2015 r. npou3BeaHO CIJICHIKTOMHUS.
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IIynec 96 ynmapoB B MuHYTy, peryisipable. JKUBOT PE3KO yBEIUYEHBI.
Cene3eHnke BBICTYyHaeT M3 Moj pebepHON ayru Ha 7-8 cM, MeuyeHb Ha 6 cM
IUIOTHO-3JITACTUYECKUNA  KOHCHUCTEHLHM,  (DU3UOJOTMYECKHE  OTIPOBICHUH

perynsipHoe. (poto 5)

OO6muit  aHanmu3 KpoBu remorioOuH 43r/ma, sputpouuts 1,5 x 10 12

tpomGouuTsr 60 x 10 7, meiikomutsl 6,5 x 10 °”, mamoukosmepHeie 4%,
cermeHTosiepHbie  43%, 303uHOPMIIBI 2%, mumdouutsr 48, CO3 20 Mm/4 nipu
MUKPOCKOTIUU ~ DPUTPOILUTOB  TUMOXPOMHMS,  BBIPAXKEHHBIH  AHU30IUTO3,
MONUKHUIJIOIIUTO3, MBIIICHEBUHBIE IPUTPOIIUTHI C TPEoOIaIECHUEM MUKPOIIUTO3A.

BonwHoit pedenok T-B I 10 yieT HaxoaAWTCS MO HAIIUM HAOJIOACHUEM U
coctoutr Ha “JI” ydere AETCKOW OOJacTHOW OOJBHUIIE W TEPUOIUUYCCKUM
MOJIy4aeT TpaHC(Y3UI0 OTMBITHIX IPUTPOLMTAPHBIX MACC, BUTAMHUHOB TPYIIIHI
B (B12, Bs, ponueBast kuciaoTa u p) CHMITOMATHYECKUE JICUCHUE C JIMATHO30M
Oosbinas B-ramaccemMuu B KomnyHaHoe coctosinue ¢ He FC.

[locnenupiit anamu3 kpoBu ot 8.06. 2014 r remornobun 69,5
F/”;:apI/ITpouHTBI 3,4 x 10™"; useros. mokazarens 0,6 | TPOMOOIIMTHI 175x10°"™
JICUKOUTEl 6,9 XIO%; nanoukosiiepueie  4%; cermeHTosiaepubie  45%;

s03uHomiIbl 3% ; mumdonutel 46%; 6azoduisl 3%; COD 10 Mm/4g .

MoJtopie pOAWTENN Y3HAB UTO Y ChIHA HACJSACTBEHHBIC 00JIC3HBI KPOBH,
OTKa30JIUCh OT JAJIBHCHIIIETO UCCISAOBAHMS JPYTHUX YICHOB CEMbHU
Ipomexxyrounass ¢opma (thalassemia intermedia). VY OonbHBIX ¢
IPOMEXYTOUHOU (OpMON TalacCeMUU B OCHOBE IMATOreHE3a TaKKe CTOUT
nucOallaHC CUHTE3a TJI00OMHOB, XOTSA B I[€JIOM M HE TaKOW riy0OKuid, Kak
nopu  thalassemia major, mo3ToMy KIMHHYECKass CHMIITOMAaTHKa
Ka4eCTBEHHO OYEHb IMOXOKa Ha OoJyipllyio (GopMy, OTJIMYASICh MEHbIIEH
KCIPECCUBHOCTRI0O cuMITOMOB (37). ['maBHas OTJAWMYUTENbHAs depTa
00NBHBIX A3TOH (opMON CHOCOOHOCTH MOAJMECPKUBATH T'E€MOTIOOMH 0€3
nepenrBaHus KpoBH Ha ypoBHe 60-100 r/m, 1. €. TpaHC(y3UH HE SBIAIOTCS
KU3HEHHOW HEOOXOAMMOCTHIO, 3a HMCKIIUYEHUEM CIIy4aeB CTPECCOBBIX
BO3JCHCTBUN (MHTEPKYPpPEHTHBIE 3a00sieBaHUsA O€pPEMEHHOCTH, OMEpaIUuu
uT. 1.).

Takue OonbHBIE CIIOCOOHBI JOXXHMBATH N0 3PEJIOTO BO3pacTa M HUMETh

MOTOMCTBO. Y HHX OOBIYHO OBIBAIOT BBIPAXKEHBI CHUMIITOMBI 3a0elieBaHUS
Kak mpaBuiio, Ha 10-20 meT mo3zxe, yem mpu Oonbmoit popme. OgHaKO
OCHOBHOW TPUYMHON CMEPTH TakKuX OOJBHBIX YacTO SBISIETCS TaKkKe
cepleyHas HeTOCTaATOYHOCTb.
Ha6aonenuss 5. PojociioBHas ceMbu J-B A. 26 JIeT NpEACTaBIISIET MHTEPEC
TEM YTO, B 3TOM CEMbHU OT MAaTE€pPU HOCUTEN reHa [(-TajacceMueil poauiuch 7
nerert (cubmpl), u3 HUX 4 (53,1 %) OombHBIC B-TajmacceMueit, B TOM ducie 2
(50%) manpumka I1-6 u 2 crpamaer B-tamaccemmeit cpemHeit dopmoi, emgE 2
(50%) neBouek 1-1,7,13 cTpanatot B-Tanaccemueit manoi popmoit

31



Tabmuma 2 a

OO0 anaau3 Kposu 00/1bHOTO pedeHka A-B M 7 Jier.

HaunmeHoBaHue aHa1u3a Pesyabrar Hopma
Opurporutsl (RBC) 3 3.5-5 *10 “/n
Konnuenrpauus remornoouna (HGB) 74 110-160 r/n
Jletikonutei(WBC) 9.7 4-10%10%n
Heiitpoduisr 38 50-70 %
CErMEHTOSI ICPHBIC
Heiitpoduis 4 1-6 %
MAJIOYKOSIICPHBIC
DozuHopuib % 2 0.5-5 %
Basogpuisr % 0 0-1 %
Jumdorutsr %o 54 20-40 %
Monouuts! % 2 3-11 %
Tpom6Gomuter (PLT) 25 180-320 *10°%n
Cpenuuii 006éM TpombonuTos (MPV) 7.5 7-11 o
[Mupuna pacnpeneneaus Tpomoonuros (PDW) 15.3 15-17 ¢n
Tpomb6okput (PCT) 0.019 0,108-0,282%
I'emaroxput (IICT) 16 3748 %
Cpenxuii o06bem spurporura (MCV) 714 82-95 pn
Cpennee comepKaHue TeMOrI00MHa B SPUTPOLIUTE 245 27-31 nr
CpenHsis KOHIIEHTpAIHs TeMOTI00MHa B 3PUTPOLINTE 343 320-360 r/n
(VICHC)
ey (RO 267 15145
[IvupwHa pacmpeneneHus SpUTPOIUTOB - CTAHAAPT OTKIO 587 35-56 ¢
uenns (RDW-SD)
Tabmuma 2 0

ITeyeno4ynoe nNpoodbI 60,1bHOTO pedeHexk A-B M 7 J1eT.

HaunmeHoBaHue aHATHU3a PesyabTar Hopma
O6mmii Gumpyoun 70,6 0-18,81 MKmoTB/1
[Ipsmoii bunupyoun 11,8 0-4,27 MxMonB/1
HenpsiMoit 6umpy6u 58,8 1,2-15,7 MxMonb/n

myx 0-40 U/L

AnanuHamuHoTpaHcdepasa (AJIT) 29 seer 0-32 UL
AcnapraramuHoTpascdepasa (ACT) 52 1\;{{(}:{ (())__??)j[{jj//]f
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®oto 5 Pebenok Gomnbmioii B-Tamacemueii, Bo3pacra 10 mer

®epranckas obnacth, DepraHckui paiioH, ceao YnmeEH
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31ech enie MpeAcTaBisieT MHTEPEC OT 3-TO poJa y MAaTepU pPOIAUIIUCH
JNBOMHAIIKKM Malb4UK M JeBoYka, Manbuuk |lI-6 cTpagaer cpegneit [-
tanaccemuedt, neBymka IlI-7 wmanoit ctpagaer manoi [-tamaccemuei, mo-
BUJMMOMY OHHM POIWIHCH OT PAa3HOSIIEBbIX  OJM3HENOB. 3/1ECh CIEeAyeT
OTMETUTh YTO OTel] M MaTh 00JbHBIX (|-2) reTepe3uroTHsIX Mo B-TanacceMuu
MOCKOJIBKY 00a ChIHOBEH MX CTpajalii CpeJHEN CTENeHu [-TatacceMuen, a oTely
ymep 1995 r ve 6b11 00cnea0BaH.

[IpoGann D-B A. 26 5er npu MOCTYIUIECHUH B TE€MaTOJIOTMYECKOU
OTJEJCHUN KIMHHUKY >KajoBajics Ha oOOLIyl0 cJa00CTH, TOJOBOKPYXEHUS,
TucKoMdOpPT B )KUBOTE.

[Ipu o0O0BeKTHBHON 00CIEAOBAaHUN TNPABUIBLHOTO THIA TEJIOCIOXKECHHUS,
KOKHBbIE TIOKpPOBBI ~ OJIEAHO COJIOMEHHO-)KENTOTO ILBEeTa, CKJIEphl rja3
uktepuunbl. [lepudepuueckue numdaysiabl HE yBETUYEHBI, HEMAIBIHUPYETCS.
I'pynnas xnetka oObIYHOM (OPMBI TMEPKYTOPHO JIETOYHOM 3BYK, TMpHU
ayCKyJbTallud BE3UKYJISIpHBIC JbixaHue. Cep/illa — TOHW PUTMUYHBIE TPAHUIIBI
00CanbIOTHON M OTHOCUTENILHON TYNOCTH B mpenenax Hopmbl. [lynbe 88 yaapos
B MuHyTy putmuueH, AD 116/80 mm.pt.cronba. S3bIk 00JI0)KEH CepoBaThIM
HAJETOM, KUBOT YBEJIMYCHA, TEYeHb Yy Kpas peOepHON Iyru, cele3eHKa
BBICTYMAeT U3 NojapeOepHoi ayru Ha 7-8 cM, (U3HOJOTHYECKHE OTIpaBJICHUE
HOPMAJIBHO.

Y mpobarma 3-B A. (11-2) remornoGun 57r/1, spurpormutsl 2,9x10%%/m,
nBeToBor mokazatenb 0,7, perukymouuThl 19%, TpOMOOIIUTHI 96,3x109/n,
JIEHKOITUTHI 7,2X109/JI, najmoykasjgepubsie 7%, cerMeHrosiepHeie  68%,
mumorutel 24%, 303uHopunb, Hb A, 12.2%, Hb F-6%. OPD — spuTtpouuTos
yBEIIMYEHBI B 00€ CTOPOHBI (CM. pOIOCIOBHOM mpobanaa D-B A. puc. 5).

B Mukpockonusi TUINOXpPOMHUS DPHUTPOIMTOB, BBIPAKEHHBIA aHU30-
MOMKUJIONIUTO3, MHIINCHOBUAHBIE dpurporutel  9-10-12 B mone3peHus
MHUKPOCKOTIA.

Crapmuii 6pat npobansa (11-6) u crapmas cectpa (11-7) Gnm3Hensr oba
0OJICIOT CpeTHOW M Majoi ¢opmoil B-TamacceMueil 1Mo BCE BEPOSTHOCTH HE
OJTHOSIMIICBBI a pa3HOSHIIeBbIE OJIM3HEIBI, ITOCKOJIBKY CTEMEeHb TSKECTH
0OJIE3HU Y HUX pa3HBbIE.

[IpoGang 3-8 A u ero crapmmii Opar 3-B X. -tamaccemus
npomexxyrounass ¢opma, Hb A,F Bapuant. JlaGopaTtopHble JTaHHBIC
MCCJIeIOBaHUS YJICHOB CEMbH MPEICTABICHHI B TabmuIie 3.

Kak BunmHo u3 dotocHuMKY npobana 3-B A. u ero crapiiero Opara 9-B X.
000UM clieNlaHbl CIUICHIKTOMUH. EClii 10 CIJICHIKTOMHHM OHH OOpalainch Ha
CTallMOHAPHOE JICUCHUE €XEroJHO No 2,3 W MHorga 4 pasa HYXIaJIWCh Ha
KOHCEpPBATUBHOIO JICUCHHS] B KOMIUIEKCE BUTAMHHOTEPANHK BKJIIOYasi BUTAMUH
Bi2, Bs, honmBas xucnora, meueHOYHbIE MPOTEKTOPHI BIUIOTH 10 TpaHcPy3uu 3-
X KpPaTHO OTMBITBIE SPUTPOLMTAPHBIE MAacChl M JAPYrM€ CUMITOMATHYECKHE
nedenne. [locie cCruieHIKTOMHHM OHM ce0s CUMTAET HAa MHOTO 37I0pOBEE H
u3pelika MPUXOJUT IOKa3aTh ce0s M MOJIYy4YaloT TOJBKO KOHCYJIbTATUBHOE U
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amOynaropHoro jedeHusi. Ilociennwiii 5-10 7meT oOHM HE HYXIAIUCh Ha
CTallMOHAPHOE JICUCHHE.

b A
®oto Ne 6 601pHBIX OpaThsa I-B A.(A) u 2-B X.(b)npomexyrounoii popmoii 3-
TajlacCEMUEN

Manas d¢opma (thalassemia minor). K »sToii ¢opme Tamaccemun
OTHOCSITCA TPAKTUYECKHU 3J0POBBIC JIHIAa C JOBOJBHO XapaKTEPHBIMHU
nabopaTOpHBIMH TIOKa3aTensiMu (cM. HUke). B cBsa3u co cOamancupo-
BAaHHBIM CHHTE30M TJIOOMHOB B KOCTHOM MO3Te¢ OOJbHBIC M30aBJIEHBI OT
npoOyieM, CBSI3aHHBIX C HEAI(PHEKTHUBHBIM IPUTPONOIZOM U TMEPETPy3KOM
Kene3oM. MOXHO OTMETHTh yMEpPEHHBIH spurponutos -5,1 -5,8-10'%/n
[54] na done cyOonopmanbabix mudp Hb -100-130 r/m [53, 31, 32, 58]. B
Ma3zke  TnepudepuuecKOo  KPOBH  MHUKPOUUTHI, TUMOXPOMHBIE U
MUIICHEBUIHBIC YpUTPOIUTHI. CrieHoMeranus HeOombmast, OsiBacT B 20%
cnydaeB wiu pexe. OmHako OBIBAIOT W BapUaHTHl 0€3 KIWHUYECKHUX
nposiBieHui. [lomuMopdu3mM 3aBUCUT OT TEHETUYECKUX BAPUAHTOB WM OT
XapaKTEepUCTUKU TOMyIsANuH, TAe oOHapykuBaeTcs B-tamaccemus.
Hanpumep, y utanbsiHIIeB U TYPpKOB OHa 00Jice BhIpaXEHA, YEM Yy KHUTEIEH
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IOro-Boctounoit Azum [53, 31, 32, 58]. Knunuueckoe 3HaueHHE Maou
dbopMBI TamacceMHUW B TOM, YTO CHa YTSDKEISACT TCUCHHE AHEMHHU TIPH
nepurure keme3a wiaud  (oameBod KUCIHOTH. (OCHOBHOE 3HAYCHHUC
YCTAHOBJICHUS JUArHo3a TeTEepPO3UTOTHOU [-TajacceMuu (a MMEHHO OHa
gaiie BCEro TeYeT Mo Majio (GopMe) COCTOUT B OMpeNeSieHUU T'€HOTUIIA
MOTOMCTBa, a TakKXe B MOAOOpE CYNPYXKECKHX Tap C IEJbI MEIUKO-
TeHETHYECKOTO KOHCYJILTUPOBAHUS U PEeHATAIbHOW JUATHOCTHKH.

MunumanbHass ¢opma (thalassemia minima). Ilpu »stoit  dopma
TaJlacceMUU HopMmalibHble Tmoka3zatenu Hb. W3menenus wopdonoruu
SPUTPOUUTOB (AHU30UUTO3, MTOUKHIOUUTO3, MUKPOLIMTO3, MUILIEHEBU/I HbIE
KJIETKH) HaOJI0Jal0TCsd B HE3HAUMTEIbHOW CTENEHU WU OTCYTCTBYIOT.
NmeroTecss cnenuduyeckue Jisi TajJlacCeMHUU OTKIOHEHUsS B JIAHHBIX
crienuajgbHbIX  Ja0OpaTOPHBIX  HMCCIEAOBAaHMM,  YyKa3bIBalOIIME  HA
U3MEHEHUE CHHTE3a INI0OMHOB.

JlaGopaTopHasi auUarHocTuka. J[Isg TSOKENBIX KIMHHUYESCKUX (GOpM
(GonpIIas ¥ MPOMEIKYTOUHAsI) YriIyOJICHHBIC JTa0OpaTOPHBIC METOJIBI HOCST
CKOpee HE JUAarHOCTUYECCKHH (Tak Kak KJIMHUKA 3a00JICBaHHS JOBOJBHO
spKas), a HCCICIOBATCAbCKUN XapakTep, T. €. YTOYHSACTCS TCHOTHII
00JILHOT0, JIeNIaeTCsl MPOTHO3 3a00JIeBaHUsI, HAMEYACTCS TepaneBTHICCKAs
TakTuka. JIJIS Jerkux KIWHWYECKHX (opM, HAMPOTHUB, JIabOpaTOPHBIC
METOJbl JHArHOCTUYECKHW IIEHHBI B IUIAHE MEJIMKO-TEHETUUYECKOTr O
KOHCYJITHPOBAHUS, aHTCHATaJIbHOW JUAarHOCTHKH, a TakXe B TIJIaHE
CKPUHHPYIONIUX MPOTPAMM I10 BBISIBICHHUIO TallaCCEMUU CPEIU Pa3TUIHBIX
MO YJISAIIUM.

Onpenenenne Hb F, xonumuectBa F-kierok um cocraBa v-tniene Jas
KoJduuecTBeHHOW orenkn Hb F cymectByeT Heckoiabko TMOAXOIOB.
Mertonasl Betke u Singer ocHoBaHbl Ha MOBBIIIEeHHON ycToitunBoer Hb F k
BO3JCHCTBUIO MIETOYU. DTH METOABI JOBOJBHO MPOCTHI BUIOJHCHUH, HO
AT HETOYHBIC pe3yabTaThl NpH Malbix (o 2%) Oonbmux (CBBIIIE
40%) xommuectBax Hb F B remonmsare. Ilpu HEOOXOAUMOCTH TOYHO

U3MEPUTH Ma’sble KOJIMYECTBA HbF pEKOMEHIyeTCs
pannoumMMmyHonudys3us B arape, OCHOBaHHAs HA aHTUTEHHBIX CBOMCTBAaX
y-uenemu, JUTSL 00IBImUX KoJIM4ecTB -xpomartorpaduss H KM-
Cedanekce.

NudopmaTuHOE 3HaueHUe komdectBa Hb F Benuko. OnHako-noabem
Hb F gacto maGnromaercs W mpu JIpyrux 3a00JICBaHUIX,, B OCHOBHOM
reMaToJIOTHYECKUX, M OTpa)kaeT, MOBUAMMOMY, B OOJbIIEH CTENEeHU
COCTOSIHME DPUTPOI0I3a, 4yeM OuocuHTe3a rnoounoB. FOBenmnbHas Gopma
XpoHUYeckoro muelnolsieiikoza (mo 70% HDb F), anmemus ®ankonum (o
85%), osputpoiseitko3 (mo 60%), annactuueckue anemuu (1m0 20%),
nmapokcu3MalibHasi Ho4YHas remMoriaoounypus (mo 20%), pedpakrepHbIit
HopmoOmacto3  (10>20%) ->tm  3aboyieBaHus  HamboJiee  YacTO
conpoBoXxaarTcsa yBenudeHuem Hb F (64).
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Puc. Ne5.PoociioBHasi cembu nmpodanaa I-B A. 26 jet u I-B X 34 Jjer.
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Taoauna 3

Pe3yabTaThl 12a00paTOPHBIEC HCCJIETOBAHUI YWICHOB cCeMbH NP00aHaAbI J-B A. 26 jet I-B X. 34-jeT.

Bospact | PonctBen- | I'emor- | sputpo- | mBetoB. | OPD | CDD | COD | CCT peTu- Hb | Hb A, | CeiBopoTou-
B roJiax HbIE JOOWH B | IUTHI B | TOKa3. B % w 1) D yy KYyJIO- FB | B% | HOe xene3o
OTHOILLIE- r/n 10%%/n LIUTHI B % MK\MOJIb
HUS %
26 npoOaH. 57 3,1 0,7 028-| 74 82 30 28 6,0 | 12,2 26,4
0,48
34 cTap. 76 3,9 0,77 | 0,32- | 6,9 75 27 17 52 | 8,2 17,7
Opar 0,52
62 MaTh 108 3,1 0,80 | 0,36-] 7,0 84 31 13 0,22 | 554 23,2
0,48
-1 crap. 104 3,6 0,36- | 7,1 82 28 9 21| 3,8 20,4
cecTpa 0,52
-3 cTap. 109 3,9 0,8 0,32- | 7,0 82 29 - 22 | 3,8 20,9
cecTpa 0,48
-7 cTap. 92 3,7 0,7 0,30- | 6,7 79 23 - 3,16 | 6,4 28,2
cecTpa 0,52
11-13 MJIaI. 112 4,1 0,85 [0,28-] 7,1 70 26 - 29 | 7,2 -
cecTpa 0,50
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JlabopaTopubiii  auppepeHuHaNbHbIA  AMarLo3s. MeTonsl, paspa-
O00TaHHBIE CNENHUATBHO MJISI HU3YYCHUS TEMOTJIOOMHONATHH, OKa3aJIHCh
MOJIC3HBIMHU U JJI BBIABICHUS JPYTUX 3a00JIE€BAHUUA C COMYTCTBYIOIIHMHU
W3MCHEHHMSAMHU CHHTe3a TiioOuHa: moBbimenueM Hb A,, Hb F, wapy-
IIEHUEeM a- W [P-IEeMmoYeyHOT0 CHUHTE3a, MO3BOJISIONIUMU Y3HATh HOBBIC
MaTOTeHETUYECKHE CTOPOHBI ATHX 3a0oneBaHuil. OJHAKO OHU HE HUMEIOT
0Cc00BIX MU PepeHIINATBHO - THATHOCTHYSCKUX KPUTCPUEB JIJISI CHHIAPOMOB
TaJIAaCCEMUU.

HcxkitodeHne COCTaBISAIOT JHUIIb JKeJNe30AeHUIUTHBIC aHEMUU U Te-
TEPO3UTOTHBIE (DOPMBI TallaCCEMUH, UMEIOIINE CXOMAHYI0 OMOXUMHYE CKYIO
OCHOBY -CHH)KEHHE YpPOBHS CHHTE3a TIeMOTJIOOMHOB, XOTS W 3a CUeT
Pa3IMYHBIX MMEPBUYHBIX Ne(PEKTOB, YMEHBIICHHBIM CHHTE3 reMa B IEPBOM
cly4yae U YMEHBIICHHBIN CHHTE3 TJI0OMHOBOU Ienu -BO BTOpoM. [loaTomy
gyacto uudpel cHmxenuss CCI'D coBmagaior npu oOoux 3abo0sieBaHUAX.
OnHako  TeTEepO3UTOTHBIE  TalacCeMHH  4YacTO  OTIMYAIOTCA  OT
KeNe301ePUIIUTHBIX aHEeMHUH SPHUTPOIMUTO30M MpH OoJice BBIPAKCHHOM
MHKPOITUTO3E.

XapakTepHO Takxe 0Oojiee  9acToe  BBISBICHHE  TemaTto- W
CIUNICHOMETAJIMU Yy  TEeTEepO3Uror 1o  [P-tamacceMuu,  OoJblras
BBIPKECHHOCTHh MOP(OJIOTHISCKUX H3MCHCHUH.

bonpubie mpomexyTtouHoil dopmolt P-tamaccemMun (Kyaa OTHOCSTCSA
roMO- U TETEpPO3UTOTHl MO P-TajacceMHHu), a Takke OOJIbHBbIE MPOMEKY-
ToyHON (Qopmoil a-Tamaccemuu (H-remornmobuHomaTus) HyXAAmOTCS B
reMoTpaHcy3usx pexe, B OCHOBHOM npu OCJIO)KHEHU U
TUTEPCIUIEHU3MOM HJIM B 0COOBIX CUTyalusiX (0epeMeHHOCTb, UHMEKIHS).

[Ipungaras B Hacrtosimee Bpems B pane crpan mupa (CIIA, CCCPr
AHTIMH) TporpamMMma HMHTEHCUBHBIX TpaHchy3uil (MM TakK Ha3bIBaeMBbIH
runepTpanchy3nuoHIbIN peXUM ) MpeJycMaTpUBaET MPUMEHEHUE YIapHOTO
Kypca JeUeHHUs MePeIUBAHUSIMHU OTMBITBIX UJIU Pa3MOPOKEHHBIX OTMBITHIX
sputporuToB [19, 23, 55, 49]. Buauane cTaparoTcsa 3a KOpOTKO#H cpok (8-
10 Tpancdy3uii Ha 2-3 Hea) AOCTUYL YPOBHS reMoryioounHa mopsigka 120-
140 r/a. 3aTem remoTpaHcdy3uu MPOBOASTCS Kaxkable 4 HEJ U3 pacyeTra
20 mu kpoBH Ha 1 Kr macchel Tena O00IbHOTO. DTO MO3BOJSAET IJIUTEIHBHOE
BpeMsl TOJJEpKUBaTh ypOBeHb remorioOmHa He HWxke 100 r/n. Ilpm
HEOOXOJAMMOCTH  yIapHble  KypChl  JIEUEHHS  TeMOTpaHCy3uamu
MEepUOJUYECKH  TOBTOpAIOTCS.  Ecnum  mporpaMmMa  HMHTEHCUBHBIX
TpaHcy3uil HaYaTa paHoO, TO POCT U pa3BUTHE peOeHKa MPUOIMIKAIOTCI K
HOpME, CTENEeHb TeMaTOMEraJlud MHHHMallbHA, pa3Mephl cepama Io
CPaBHEHHUIO C BO3pPACTHOM HOpPMOHN He wu3MeHsAwTcsa. [IpemorBpamaercs
nedopmanus KOCTEH, a €clu KOCTHBbIE W3MEHEHUS HE SBISIOTCA
IIATEABHBIMU, TO MOXET OBITh JOCTUTHYTA Jake UX HEKOTopas
perpeccus. B mociemHue roawsl mpeaiiaraeTcs «CymnepTpaHcdy3uMOHHBIN
pPeXUM, TpeAyCMAaTPUBAKONIUN HWHTEHCUBHYIO TeMOTpaHCHY3HOHHYIO
Tepanui, 00eCIeYrBaIONIYI0 YPOBEH; reMorioonna He Hrmke 120 r/m [59].
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B nenom netu, monydarmne MHTEHCUBHYIO 3aMECTUTEIbHYIO TE paIuio,
qyBCTBYIOT ce0si nyume. XoTsS 0dTa TpaHCPy3MOHHas Mporpamma
NOTCHIIMATbHO MMEET CBOM HEJOCTATKH (BO3MOXXHA CMEpPTh BCIEJCTBUE
CEepIEeYHON HEIOCTATOYHOCTH NPU TEMOCHAEPO3€ CEpACYHOW MBIIIIIHI,
pa3BUTHE BTOPUYHOrO jAuabera NpPU TEMOCHUIEPO3€ MOJKETyI0YHON
Keje3bl), OJHAKO IpU paHHEM Hayajle CHCTEMaTHYECKOTO JIeYCHHUS ee
NpEeNMyIIecTBAa OUYEBHUAHBI. 31€Ch OYEHb BaXHBIM SBJISACTCS YJaJCHHE
M30bITKA XKeJie3a C MOMOIIbI0 XENAaTHhIX cpelacTB (aechepan u Ap.), Tak
Kak OoONbHBIE C TpaHCPY3UAMHU MMOJYdYalOT B TOJA AOMOIHHUTENbHO 3-4 T
xKenesa.

Cepbe3HbIM OCJIO)KHEHHEM CJIEJIyeT CUYMTATh T€MOCHUIEPO3 BCIIEICTBUE
OTJIOXKEHUS eppUTUHA B CEPACUHOU MBIIIIE, KOTOPBINA /HEPEaK NMPUBOIUT
K CepJAeYHON HEIOCTATOYHOCTH CO CMEPTEIbHBIM HCX0J0M. B HacTosmee
BpeMsi Ui OOpbOBI C TKaHEBBIM TE€MOCHUAEPO30M M TMPEIOTBpAIllCHUEM
NPUMEHSIOTCS npemnapaTbl, CBs3bIBawIue kene3o. Hauboisee
3pPexTuBHBIM okaszaics necheppruoKCUaMUH o0agaromui
CIOCOOHOCTBhIO HM30UpPATEIBHO CBSI3BIBATH W BBIBOAUTH K3 OpTraHU3Ma
KeJeso.

HecheppuokcuamuH, BBI/ICJICHHBI I u3 AaKTHHOMHUIICTOB
Streptomycespilous, oTHOoCHMTCA K Tak Ha3bIBAEMBIM CHACPOXPOMAM,
00JaJaI0IIUM CIIOCOOHOCTBIO O0pa30BBIBATH C TPEXBAJCHTHBIM JKEJIE30M
KpacHOBAaTO-KOpUYHEBbIE KOMILIEKCH. JlecheppuokcuamMun obnamaer
Ype3BbIYAHO BBIPAKEHHBIM CBOWCTBOM CBSI3bIBATh JKEJI€30, MPEBbI-
MIAIOIIUM CIIOCOOHOCTh (DU3UMOJOTHYECKOTO JKEJIE30CBI3hIBAIOIIETO TJIO-
OynuHa-tpancheppuna. Cuutaror, uyto 100 wMr gecdeppuorcamuna
cBsi3bIBaeT 9,3 MI' TpeXBaJEHTHOTO >Keje3a, o0pa3ys KOMILIEKC, KOTO PbIi
JeTKO U OBICTPO BBIBOAMUTCS UYEpe3 IMOYKH B BHUAE (QeppHOKCHaAMUHA,
NPUIAIONIETO0 MOYE KPAaCHOBATHIM OTTEHOK. [lOJMOXKMTENbHBIM KauyeCTBOM
necheppuoKkcMaMuHa  SIBISIETCS  OTCYTCTBHE  JIEMHHEPaJHU3YIOUIETO
spdekTa gaxke mpu AITUTETBHOM €ro MPUMEHEHUH, a TaK¥Ke€ OTCYTCTBHUE
Kakoro Obl TO HU OBLIO aHEMHU3HpPYIOIIETo Y dexra -Kele30 IPUTPOIUTOB
U TpaHcheppuHa HE yMEHbIAeTCs MPH BBEJACHHUU Mpenapara.

B kiIuHWYecKoW TMpakTUKE MPUMEHSETCS mpemapaTr naecdepad,
NpeAcTaBIsSIONUN coOol MeTaHcylnbpoHaT gecheppuokcuamuHa. Ero
BBOJISIT BHYTPUMBIIIEYHO WJIM BHYTPUBEHHO 1-2 pa3a B geHb B no3ze 0,5-
1,5 r cyxoro BemecTBa, pacTBOPEHHOTO HEMOCPEACTBEHHO Iepea
BBEJICHUEM B S5 MJI JUCTUJNIMPOBAHHOMW BOIBI.

BBuay Toro 4uTo 3 EeKTUBHOCTh MEPUOAUUECKOTO BHYTPHUMBIIIECYHOTO
BBeJICHUA Aecepana O0TbHBIM HU3KA, B HACTOSIIEE BPEeMs MEPEXOIAT HA
IIATEIbHOE TOJKOXXHOE BBEICHHE (B TOM 4YHCIEe M B aMOyJIaTOPHBIX
YCIIOBUSIX) MpernapaTa ¢ NTOMOIIbIO CIEIUATbHOTO 3JIIEKTPOHHOIO Hacoca U
mnpuna-go3aropa. Ilpu Takom cmnocobe BBEJAEHHUS XelaTopa y BeCeEX
OOJBHBIX PE3KO CHHUXKAETCS cojlepkaHne (eppuTHHA B CHIBOPOTKE KPOBU U
MOBBIMIACTCS IKCKPEIUs xKeje3a ¢ Moyou [59].
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BpeMs nHauana Tepanuu XxeinaTopaMHu YCTaHaBJIMWBAETCS HA OCHOBE
ompeaesieHus cBoOoAHOr0 peppuTHHA CHIBOPOTKH [55].

®eppuTUH CHIBOPOTKH MOXKET [UPKYJIUpPOBATH B JABYyX ¢dopMmax:
IJIMKO3UIMpOBaHHbIN (B HOpMe 80%), oTpaxaromuid 3anacel GeppuTHHA B
TKaHSX, M Herauko3wiaupoBaHHbIM (20%), oTpaxalwmuili ypOBEHb
dbeppuTuHa B eueHU. Y OOJBbHBIX TajJjacCeMHUE ¢ TeMOCHUIEPO30M MEUYCHHU
MOBBIIIEHO COJEPKAHUE HETJTUKO3UIMPOBAHHOTO (heppUTHHA B CHIBOPOTKE
KpoBU. Ero cHuWXXeHHE MOoJ BIUSHUEM XEJaTHOW Tepamuu OTpa)xaeT
yiydieHne QYHKIIMOHAIBLHOTO COCTOSHUS nedyenu [47, 42].

JlnuTenbHOE MENJIEHHOE BHYTPUBEHHOE WJIM TOJKOXHOE BBEJCHHE
necepaiia cnocoOCTBYET BhIBEJCHUIO 3HAUUTEIILHBIX KOJTUYECTB KeJie3a ¢
MOYOW, OCOOEHHO eciii OOJNbHOW HACHIIIEH AaCKOPOMHOBOW KHUCIOTOIA.
NmeroT 3HaueHne U Takue NpoPUIAKTUUECKHE MEpPHI, Kak, moTrpebiieHue
NUIIEBBIX TPOJAYKTOB € HHU3KHUM COJEpXKaHUEM Kejie3a, a IMpu
nepesBaHuU - UCTIOJB30BaHUE CBEXKEH KPOBHU, OTMBITBIX SPUTPOIIUTOB.

Bonpmoit HayyHO-NpaKTUYECKUH HHTEpEC NPEeACTaBIsET COOOIIEeHHE
A.W. Nienhuis u coasrt. (1979), cBuaeTEABCTBYIONIEE O TOM, YTO METOJIOM
TPaBUTAIMOHHOW XUPYPTUM KPOBHU MOXKHO TOJYYUTH OT JOHOPA MOJIOJIbIC
'"SpUTPOLUUTHl (HEOUMTHI) W TMEPENuTh HX OOJBHOMY TallacceMueu, a
cCTapblie JPUTPOLUUTHI (TEPOMUTHI) yAaIATh H3 KPOBOTOKAa OOJBHOTO.
Teopetuueckn Takas mporpaMmma IO3BOJHUT B JajibHEHIIEM YBEIUYUTH
UHTEPBAJbBl  MEXJAY  TpaHCPY3UsIMHU U  yYMEHBIIUTh  OMACHOCTH
reMocuzeposa.

AckopOuHOBasi KHUCJIOTa, MO-BUIUMOMY, CIOCOOCTBYET BBIBEIACHUIO
U30bITKa JKelie3a M3 OpraHu3Ma U, CJeIOoBaTelbHO, JOJKHA OBITh
BKJIIOUEHA B cXeMy remorpancdy3noHHON Tepanuu. OgHaKo HEOOXO0 AUMO
YYUTBHIBATh OMACHOCTH MPUMEHEHUS OOJBIINX 103 ACKOPOMHOBOU KUCIIOTHI
(500 mr B neHp u 6oJiee), OCOOCHHO Yy JI€TeH MIaIIero Bo3pacTta, BBHAY
MOOMIM3AIMKA  JKejie3a U3 «HETOKCHYECKHX» 3amacoB MW YCUIICHHS
HEePOKCHUIAIMH JUITHI0B MeMOpaHbl 3puTponutos [57,41].

3acinyxuBaeT BHUMaHUs coobmienue J. A. Stockman u coTpyaHHKOB
(1979) o Tom, 4TOo Yail CcHWXKaeT abcopOIHUIO XKejae3a B KeJIyJOYHO-
KUILIEYHOM TPAKTE.

[Ipu Bcex dhopmax TamacceMuu clieayeT Ha3HadaTh (DOITUEBYIO KHUCIOTY
B 00b19HBIX J03ax (50-100 Mr B neHb), a Takke BUTaMuHbl rpynmnsl B (Bl,
Buramun-Bg, Butamuu-Bi;) m ButammH E, ocoOeHHO npH TaKuUX CO-
CTOSIHHSIX, Kak OepeMeHHOCThb, Mapa3uTapHbIe WHBA3UHU, COMPOBOXK-
JAIOIHUECS MOBBIMIEHHON MOTPEOHOCTHIO B BUTAMUHAX.

[TokazaHueM K CHJIEHAKTOMHUU MOTYT CIYXKHTh T€ CIIy4au TalaCCEMUH,
KOTOpbhI€ TPOTEKAKT C BBIPAXKEHHOWM AaHEMHEHM H CIUICHOMETAJMEH,
CONPOBOXIAKIIEWCS KapTHHOMW THUIEPCIUIEHU3Ma, T. €. YCHJICHHOU
FeMOJTUTUYECKON AKTHUBHOCTBIO CEJIE3C€HKH, TMpu HEeIPPEKTUBHOCTH
remoTpancPy3nonnoi tepamuu. OJHUM U3 TOKA3aHUU SIBISETCS Mac-
CHUBHOE YBEJMUYEHHE 3TOr0 OpraHa CoO CJaBJIEHHEH COCEIHUX OpPraHOB U
TKaHel. B ompenesieHnU runepcrjieHu3Ma penlaromas poib NpUHamIeKUT
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METOJaM PaJUOU30TONHON MHAUKAUWU Tpu nomomu Cr, omnpeaeaeHuto
cpoka BbDKkMBaemoctu (T'/;) mepenuTsix  OOJNBHOMY  TOHOPCKHUX
SPUTPOLUTOB, a TaKKE CKAaHUPOBAaHUIO celie3eHKH. CHiaeHIKTOMUsA
HEMEJJICHHO, XOTS U BPEMEHHO, YMEHbIIAeT MOTPEOHOCTh B
remotrpancdysusix [13, 23]. OgHakO HEKOTOPbIE aBTOPHl OTMEYAIOT, YTO
MOoCJ€e CIJICHAIKTOMHU y OOJBHBIX TMOBBIMIAETCS PUCK HHEOEKIMOHHBIX
oclioxkHeHHH. [J[ns npopUIAKTUKM U JICUEHUS HHTEPKYPPEHTHBIX
MHOEKIUN MoKa3aHbl aHTUOMOTUKH, UHBEKIIUU TaMMa-TJI00yJI1HA.

B nutepatype umeroTcs ykazaHHWs Ha OCJIOXXHEHHUS MPHU. MPOBEJICHUU
reMoTpancpy3un y OonbHBIX ¢ Tanaccemueit. Tak, P. Wasi u coabrT.
(1978) onucanu mocTTpaHC)Y3UOHHBIN SHIEDATONMATUUECCKUNA CHHIPOM,
KOTOPBIM HE OB M3BeCcTEeH paHee. [locae MHOTOUYUCICHHBIX MEPEeTUBaHUN
KpoBHU y 8 OOJBHBIX TajacceMued aBTOpbI HalIionanu sHIEPaTONATHIO C
pe3koil TOJOBHOW O00JbIO, TOIIHOTOW, TMOBBIIIEHUEM AapTEPUATBLHOTO
naBiaeHuss 10 Bbicokux uupp (mo 210/150 MM pT. CT.),CyA0pOramu.
Bonpubie OblIn B Bo3pacTe OT 13 10 24 net (6 My>X4uH, 2 )XEHIIUHBI), Y 6
Obta [P-tamaccemusi, y OJHOTO o-Tajaccemuss y oagHoro H-
reMorjioOuHOaTHs.

Y Bcex OonbHBIX ObTM aedekTbl Qu3ndeckoro paszButus. Ilepex
HavaJioM reMoTpaHcdy3uud ypOBEHb TeMOTJI00WMHA y OOJIBHBIX OBIT B
npeaenax 16-43 r/nm, a Bo Bpems osHuedamonmatum — 55-120 r/m.
OHuedanonatus pa3BUBajach B JIeHb IMocjieaHed remorpaHchy3uu y 2
O0onpHBIX, a y 6-Ha 2-16-ii genb. He OBUIO MaHHBIX U 3a TO HYTO
sHIledanonatus oO0ycloBJIeHa YyBeluuyeHueM oObema KpoBu. Kpo-
BOM3JIUSAHUE B MO3T OBLIO NMArHOCTUPOBAHO y 4 OOJIBHBIX, U3 KOTOPHIX3
ymepiau. HeoOGxonumMocTb  mpoBeAeHUs 00JBIIOTO qucia
remoTpancy3un. CoueTaeTcss € ONACHOCTbIO MOCTTPAHC()Y3UOHHBIX
peaKkuuid U OCIOXHEHUM, 00yCIOBICHHBIX U30MMMYyHH3aUe OOJIBLHOTO K
AHTUTEHAM DHPUTPOLMUTOB, JIEHKOIMTOB, TPOMOOIMTOB, IJIA3MEHHBIX
oeakoB. Ilo muenuio R. J. Baker u coasr. (1970), nuporeHHbie peaKkIuu
coctaBisaoT okoso 50% remorpanchy3monnsix peakuuid. I1. H. Kocskos
(1974) yxa3zpiBaeT, 4To B 58% ciaydyaeB HEreMOJUTHUYECKHX peakLui
oOHapyXUBAIOTCS aHTWIEeHKouuTapHeie aHtutena. [lo gamueiM E. A.
3otukoBa u coaBT. (1975), aHTUNEeHKOLUTApHBIE AaHTHUTENA MpHU
MOBTOPHBIX TEMOTpPAaHCPY3UAX HOCAT ITUMPONUTOTOKCUYECKUNA U Jer
KOArrJlTUHUPYIOMUN Xxapakrtep. Ilpy 3TOM JE€HKOArrmiOTHHUPYIOLIU
aHTUTENIa MPEUMYIIECTBEHO HAMpaBJI€Hbl MNPOTUB AHTUIEHOB IMOJHU-
MOpQIOSAEPHBIX JEHUKONHUTOB, T. €. HUMEIT aHTHUTPAHYJIOIHUTAPHBI
XapakTep.

MHorue aBTOpPbl OTMEUYAKOT MPSAMYIO CBSI3b MEXIY BO3HHUKHOBEHHEM
AHTUTEN M KOJMYECTBOM IMpeamecTBywomux TpaHchysuit. J. Dausset
(1958) nabnronan BOSHUKHOBEHUE AHTUJIEUKOIUTAPHBIX aHTUTEN Tocje 7 -
10-20 mpeamecTtBytomux TpaHcy3uit kpoBu, E. A. 30THKOB U COAaBT.
(1975) -nmocae 5 remoTpancdy3um.
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[Ipouecc ceHcubunu3zauuu K JIEHKOLMTAM HMEET MIPOrPEeCCHPYIO UM
XapakTep, MOCKOJbKY BHayajle HEPEIKO ChIBOPOTKAa OOJIBHOTO pearupyer
TOJILKO C OY€Hb OrPAHUYEHHBIM YHUCJIOM pPa3HOBUAHOCTEH 0O0pas3moB
JEeUKOLUTOB, 3aTE€M ATO YHUCJIO YBEJIUUYMBAETCS U BIOCJEICTBUE OHA YyXKe
MOJKET pearupoBaTb Ha JiroOble o00pa3ubl JEeHMKOUUTE JOHOPOB.
OOpa3oBaHue TaKUX MOJUBAJCHTHBIX JIEMKOATTIIOTUHUHOB HCKJIIOYAET B
HEKOTOPBIX CJydasX BO3MOXXHOCTh M0Ja00pa JOHOPOB IO AaHTUTEHAM
JIEUKOLUTOB.

B pesynbraTre MHOTOKpPAaTHBIX MEpEJIMBAHUN KPOBU WU TJIa3Mbl Yy
HEKOTOPBIX JIMI[ BO3HUKAIOT aHTHUTENa K CHIBOPOTOUYHBIM Oe€JiKaM, YTO
MOJKET TaKX€ CIYXXUTh NMPUUYUHON MOCTTpaHCPy3uOHHBIX peakuuil [4]. B
ATUX YCJIOBUSIX TPUMEHEHUE OTMBITBIX DJPUTPOLUTOB MOXET TMpeny-
NpeauTh BOZHUKHOBEHHUE MOCTTPAHCPY3MOHHBIX peakiuil y O0JIbHBIX C -
TajacceMHuei, CEHCUOUIM3UPOBAHHBIX MHOTOKPATHBIMU TE€MOTpaHC-
by3usmu.

[Iporpecc B o6nacT KOHCEPBUPOBAHUS UM KPUOOHOJOTHU KPOBH,
JOCTUTHYTBIN 3a MOCJIEJHUE JIBA JECATUIICTHS, U JOCTHXXEHUS B obOnacTu
UMMYHOT€MATOJIOTUM  OTKPBIBAIOT IIUPOKUE BO3MOXHOCTU Audde-
PEHIIMPOBAHHOTO MPUMEHEHUS PA3JIUYHBIX KOMIIOHEHTOB KPOBH, IIPH 3TOM
YMEHBIIAETCS] OMACHOCTh M30CEHCHUOMIU3anuu 0oapHOT0. OpraHu3amnus B
Poccun 0GaHKOB 3aMOpPOXXEHHOW KPOBU CO3Ja€T TNPEAINOCHUIKA €€
UCMOJIb30BAHUS MPU PA3TUYHBIX MAaTOJIOTHYECKUX COCTOAHUIX, OCOOCHHO
y OOJBHBIX C TajacceMueid, CEHCUOMIM3UPOBAHHBIX MHOTOKPATHBIMU
NpEeAIeCTBYIOMMMH reMOTpaHchy3usiMU.

TpexkpaTHOe OTMBIBAHUE DPUTPOIUTOB B (PU3UOJIOTUUYECKOM pacTBOpE
ynanser 40-50% neiikouutoB u 70% TpoMOOUUTOB, NATUKpPATHOE
OTMBIBaHUE SPUTPOUUTOB - 78% NEUKOUUTOB.

[ToaToMy, TmpUMEHEHUE pPa3MOPOKEHHBIX OTMBITBIX JSPUTPOLUHUTOB
0COOEHHO MEPCNEKTHUBHO y OOJBbHBIX C M30MMMYHHU3AIMEH K aHTHTEHAM
JEHKOUTOB, TPOMOOIIMTOB, INIA3MEHHBIX OCIIKOB.

[Tox Hamum HaOMOAEHUEM HaXOJAUJIOCh 8 OOJBHBIX ¢ f-TamacceMueit B
Bo3pacte oT 7 mo 50 nmer. Y 6 OonbHBIX (l-1 rpynma) rpedeckoi
HaI[MOHAJIBHOCTU 3a0o0JeBaHUWe OBIIO JUArHOCTHPOBAHO B paHHEM
Bo3pacte, a y 2 OO0dbpHBIX (2-f1 Tpynma) CHUMIOTOMBI 3a00JeBaHUS
MPOSBISIIINCH B Bo3pacTe okoJio 40 ner.

Y OonpHBIX 1-# rpynnbl 00J€3HB XapaKTepHU30Baiach MNPOrpPeccH-
pylomeit aHemMueil ¢ IpUTpPOOJACTEMHUEH, 3HAYUTEIbHBIM YBEIUYCHUEM
CEJE3€HKU U TMEYEHU, MOBBIMIEHHBIM T'€MOJH30M C 3EMJIUCTO-KEJITYIIHOU
OKpAacCKOW KOXHBIX TOKPOBOB H ypOOWJIMHYpHEH, CBOCOOpa3HBIMU
M3MEHEHUSIMU CKeJieTa ¢ 0cTeonopo3oM. CUMITOMBI aHEMHUU NPOSIBIAIUCH
B nepuox oT 4 mec 10 Y mer. BospacTt nerei mnpu NOCTYILUIEHUH
BapbupoBai oT 7 no 10 meT, o1HAKO MOXHO OBIJIO OTMETUTH OTCTaBaHUE
pocta OT BO3pacTHbIX HOpM. Koka © BUINMBIC CIU3UCTHIE OBLIN
KEJNTYILIHBI, OTMeYajlach KOpPUYHEBass MUTMEHTALlUig Ha JUIE, Ha ThIIe

Kucteil. Pa3zmepsl uepemna He MNpONOPUUMOHANBHBI TyJoBUINy. Yepen
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HECKOJIBKO Je(QOpMUpPOBAH MO TUNy MoOHrojouaHoro. Ilpu peHT-
IF€HOJIOTUYECKOM HCCJIEJOBAaHUM CKejeTa ObUIM BBISIBICHBI MEJKHUE
YYacTKH OCTEONOopOo3a HapAAy C HCTOHYEHHEM, MPEUMYIIECTBEHHO
BHEIIHEHW TMIAaCTHHBI, CBOJA 4Yepena M pPaCHIUPEHUEM AUIMIOITHYECKOTO
MpoCTpaHCTBA. B TpyO4aThIX KOCTAX OOHAPYKEHBI MHOKECTBEHHBIEC OYaru
necTpykuuu. ['paHuisl cepana yMepeHHO pacliupeHsl BaeBo. OTMeyanach
taxukapaus B npexpenax 100-140 B MHHYTY, CHUCTOJIMYECKHH ILIyM Ha
coycThsix. JKMBOT yBelIHYeH B 00bEMeE, CEJIE3€HKAa 3aHUMAET BCIO JIEBYIO
MOJOBUHY JKMBOTA, CIyCKasACh B Malblii Ta3. [ledeHp Takke 3HAUUTEIBHO
yBeJIMUYEHa B pa3Mepax.

Y 2 6onpHBIX 2- rpynmbl 3a00ieBaHUE MPOTEKANO MO THIY YMEPEHHO
BBIPAKCHHOW THIIOXPOMHOW aHEMHH, THArHOCTHPOBAHHOW B Bo3pacte 40
Jer W Oe3ycHemHo JIeYeHHOM mpemnapatamMu xene3za. Y OOJIbHBIX
OTMEYAJINCh OJETHOCTh KOXHBIX ITOKPOBOB M BHUJIHMMBIX CIU3HUCTHIX,
CUCTOJMYECKUNA IIyM Ha BEpXyWKe U B S5-i Touke. Ilepumoanuecku
O6ecnokounu Oonu B oOnactu mnedeHu. Cene3eHKy MNalbNUpPOBATH HE
yAaBaJIOCh.

KapTruHa kpacHO# KpOBH XapaKTepHU30Balach y BCeX OOJBHBIX aHEMHEH
TUMIOXPOMHOTO  THMA, PE3KO  BBIPAXKEHHBIM  aHHU30IUTO30M  C
npeobnamaHueM MaKpOIUTOB, TOWKHUJIOIUTOB, aHU30XPOMHEH, y He-
KOTOPBIX-MUIIEHEBUAHBIMU  JPUTPOIUTAMU. IDPUTPOHOPMOOIIACTO3 B
nepudepuueckoit KpoBH ObLI OOHAPYKEH Y BCeX OOJIbHBIX.

Conepxxanue Hb A, Ob110 moBblmieHO Yy 7 GONbHBIX, (ETAIBHOTO - Y
BceX 8 OOJILHBIX. Y OJHOTO OOJBLHOTO OJJHOBPEMEHHO OBbLIT OOHApY KEH
Hb S. [llectu GonbHBIM paHee MHOTOKPATHO MPOBOIHMIHCH TpaHChy3uu
KpOBU TI0 moBoAy Tskeno anmemuu (60-200 tpancdysmit). Y 3THX
OONBHBIX OTMEUAJIUCh TSKEIble TMOCTTpaHC(HY3UOHHBIE pEAKIHU C
03HOOOM, TOBBHIIIEHHEM TeMmmepaTypbl Tena g0 39-40 °C, Gonsmu B
MBIIIIAX U MOSICHUYHOM 00J1acTH, y 2 GOJNBHBIX - C CYJIOpPOTaMH.

I[Ipu ceponormyeckoM wHcciaeaoBaHUM Yy 4 OOJBHBIX OOHAPYKCHBI
AHTUJICUKOUMTApHBIE AHTUTENA, @ Y OJTHOTO M3 HUX aHTUIPUTPOLUTAPHBIE.
CrnenoBaTenbHO, TSKEIble NUPOTEHHBIE peakiuu y 4 OOJbHBIX OBLIU
00yCIOBJIEHB HECOBMECTHUMOCTHIO TEPEIUTON KpPOBU 1O aHTUTEHAM
nekonuToB. Y 2 OOJBHBIX AHTUIICHKONMTAPHBIC AHTHUTENA HE OBLIH
oO0Hapy>XEHBI, BO3MOYHO, UYTO MOCTTPAHC()PY3MOHHBIE pPEAKIIUH y OTUX
OOJBHBIX OBIIM CBSA3aHBI C U30MMMYHH3AIMEH K MJIa3MEHHBIM OeKaM.
YuuthiBasg, 4TO y OOJBHBIX BO3HHKAIOT TSKEIbIE MOCTTPAHC(Y3HMOHHBIE
peakIMuu HEreMOJHUTUYECKOTO XapakTepa Ha BBEJICHHE IE€JbHOM,
JOHOPCKOH KpOBH, OBLII0 pelieHo UCII0JIb30BaTh HOBYIO
TpaHCPY3UOHHYIO Cpeny - pPa3MOPOKEHHBIE OTMBITBIE DJPUTPOIUTHI,
JUIICHHBIE  AHTUTEHOB JIEHKOIMTOB, TPOMOOIMTOB U TIIa3MEHHBIX
o6enkoB. C menpl0  JeYeHHS aHEMHU  OOJNIBHBIM  TEpENNBaIU
Pa3MOPOKEHHBIE OTMBITHIE YPUTPOIUTHI OT 2 70 8 pa3. Tpoe OGOMBHBIX
JIEYUIMCh MOBTOPHO. Beero mposeneno 69 tpancdys3uit, mepeauTo
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13925M11 pa3MOpPOKEHHBIX 3pUTPOLUTOB. [lepennBanue pa3MoOpOKEHHBIX
OTMBITBIX SPUTPOIUTOB 00JbHBIE NEePEHOCUIIH XOpo1Io,
3aperucTpupoBaHa JUIIb OJHA MOCTTpaHC(Y3HMOHHAas peakUuus JErKou
CTENEHHU, KOTOpas XapaKTepU30OBajach MOBBIIMIEHHUEM TeMIepaTypsl Ha 1
°C.

OTMedyeH OTYeTIUBBIM 3aMecTUTENbHBIH 3SPdexT Tpanchyzuit pas-
MOPOKEHHBIX OTMBITBIX JSPUTPOLUTOB Y OOJNBHBIX C [-TaracceMuei.
Copepxxanue remMorio0MHa MOBBICUIIOCH Y BceX 00nbHBIX HA 22-91 r/n ot
HUCXOJHOTO YpOBHS, NpUYeM Yy OoJdbIIMHCTBAa OOJIBHBIX HabII0Aaach
npsiMasi 3aBUCUMOCTh POCTa YPOBHSI I'€MOTJI00MHA M YHCIa SPUTPOIUTOB
OT 001IeH 103bl IEPETUTHIX IPUTPOLIUTOB.

PasmopokeHHbIE OTMBITBIE JPUTPOLUUTHI SIBAAOTCS JSPPexTuBHOU
TpaHCPY3UOHHOU cpeoil B KOMIIJIEKCHOM JIEUEHUM aHEMUHM Y OOJbHBIX C
KIMHUYECKH BBbIpa)keHHbIMH (opmamu [-Tamaccemuu. B T1ex cayuasx,
Korjaa nepejaruBaHue 1 EeJIbHOU KpPOBH COIMPOBOKAAETCS
NOCTTPAHCPY3UOHHBIMU PEAKLIUAMHU, HCIOJIb30BAHUE PA3ZMOPONKEHHBIX
OTMBITBIX AIPUTPOIMUTOB MMEET HECOMHEHHOE MPEUMYIIECTBO, MOCKOIbKY
IpU 3TOM UCKJIIOYAeTCs BO3JEHCTBUE AaHTUTEHOB JICUKOIIUTOB, TPOMOOIH -
TOB, MJa3MeHHBIX OelkoB. KpoMme Toro, mpu OTMBIBAaHUH, MO-BUIUMOMY,
YAANSIOTCS CTapble SPUTPOLUTHI, TaK KaK OHM MEHEe YCTOWYUBHI H
paspymarTcs, a MepelnBalTcs 0ojiee MOJIOABIE, MPOJOJKUTENIbHOCTD
XKHU3HU KOTOPBIX Aocturaet 60-70 nHeil.

NupauBunyanbHbli mog00p KPOBU C y4ETOM T'€HOTHUIa OOJBHOTO U
JOHOpAa 10 OCHOBHBIM aHTUT'€HAaM JPUTPOLMUTOB MpPEAYNpexRaaeT
CeHCHOMNU3anMI0 K 3TUM aHTureHam. [IpuMeneHue mpobd Ha coBMeE-
ctuMocTh MeTtonoM KymbGca um B coneBoil cpene mo3BojseT u3z0exarb
peakiuii U OCJI0XHEHHH, 00YCIOBIEHHBIX M30MMMYHH3alluel K aHTHU-
reHaM DJPUTPOIUTOB. B KaueeTBe NEpPCHEKTUBHBIX CPEACTB JICUCHUS
PEKOMEH/JI0BaHbBl K pa3paboTKe XemaTopbl ISl NEpOpPaIbHOTO HX
pUMEHEHU, XUMUYECKas MoaudUKaus U30BITOUYHBIX
(MpeuMyIIEeCTBEHHO a-) MOJUMENTUAHBIX I[eNel C LEeNbI0 JTOCTHXKCHUS
UX TIOJHOTO MPOTEosin3a, Mepecajika 3J0POBBIX TTOOMHOBHIX T'€HOB, a
Takxke cTumyssinus cuHTeda Hb F  ans ycunenms xommeHcamuu
nucOamanca memnen.
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HACJIEACTBEHHBIE METT'EMOI'JIOBMHEMHAUU

Beenenue.

B mpomecce oOparumoit oxcureHanuu okcuremornooun (HbO,)
JacTUYHO OKucisercs B wMerremoriaooun (MtHD); 3a cyrkm invivo
npoucxonut okxwucienue 0,5-3% HIO, ot obmero konaudecTBa Tremo-
rinoouna. B monekyine MtHDb kene3o rema HaxoauTcss B OKHCICHHOMU
¢opMe U B Ka4eCcTBE IIECTOTO JUraHaa coaepxut mouekyny H,0 nnu OH'
(cooTBeTCTBeHHO KHcas u mieinodnas ¢popma MtHD). MtHDb Hecrmocoben k
OKCUTEHAIIUH, €T0 CIIEKTPHl abcopOmuu oTiauyarTcs oT cnekTpoB HbO,
ocoOeHHO TIpu Kuciablx 3HaueHusx pH (tabmnuma 24), Ha YeM OCHOBAaHO
CreKTpooTOMEeTpUUEeCKoe ormnpeaciacHue coaepxkanus MtHb B kpoBu u
reMojm3aTax.

B Hacrosmee BpeMs B 3pUTPONMTAX JOKa3aHO CYIICCTBOBAHUE osj1a
BOCCTAaHOBHUTEJBHBIX CHCTEM, KOTOPBIE, C OJHOW CTOPOHBI, TIPETOXPAHSIIOT
Hb or okwucienus, a ¢ JOApyrom CTOPOHBI, BOCCTAHABIMUBAIOT
obpasyromuiics MtHb. B pesynsrate sToro xoiaumuectso MtHb B. kxpoBu
koJsebsercs ot 0,6 10 2% ot obmero coxepxkanus Hb [18,16,20].

Knaccupuxauus MeTreMOrJI00MHEMUM. MeTtreMorinoOnHeMuu
ONPENCIAIOT KaK COCTOSHHUS, CBS3aHHBIC C TOBBIIICHHEM COJACPKAHMS
MtHDb Beitie ¢usnonornueckoid HOpMbI. METreMOrT00MHEMHUH SBIISIOTCS
reTepo3UroTHONM Tpymnmoi 3aboneBaHUM, OOYCIOBIEHHBIX pPa3TUYHBIMU
ATHOJIOTUYECKUMHU U MATOT€HETUYECKUMH MEXaHU3MaMHU, YTO OTPAKEHO B
ux knaccupukanuu [2, 4, 5, 1, 3, 19].

1. TlepBuuHbIe HACIIEICTBEHHBIE METI€MOTJIO0ONHEMHUH.

2. ®epMeHTOIIEeHUYECKHE, 00YCIIOBIEHHBIE TIOJHBIM OTCYTCTBUEM WITU

3HAYHUTEJILHBIM CHI)KeHUEeM akTuBHOCcTH MtHD-R.,

3. Hacnencreennbie M-remMoriioOMHOTIaTHN, 00YCIIOBICHHBIE
AHOMAJIbHBIMU T€MO-TJIOOMHAMU, MyTaHTHBIE IIEMTH KOTOPBIX
HECITOCOOHBI K OKCUTEHAIINH, a TAKXKE PAIOM HECTAOUIBHBIX

AHOMAJIbHBIX T€MOTJIO0OUHOB.

4. Bropuunble (TpHOOPETCHHBIC) METTE€MOTII0O0MHEMUM.

DK30T€HHbIE METTEMOTIIOOMHEMHH, BO3HUKAIOIINE TIPU ICUCTBUH Psiia XUMHUE-
CKUX COCIUHEHUH, SABISIIOIINXCS OKUCTUTEISIMU (aMHUI0- ¥ HUTPOIIPOU3BOTHBIC
OcH3071a, aHWIWH, (PEHUITHIPA3UH, OKUCIBI a30Ta, XWHOHBI, METHIHUTPOGOC,
HEKOTOpHhIE CHHTETUYECKUE KPACKH, PSJl JIEKAPCTBEHHBIX MpernapaToB: (eHare-
TUH, AHTUIHUPHWH, BUKACOJ, CYJIb(GOHBI, HEKOTOPHIE Cylb(paHUIAMUIHBIC |
MPOTHBOMAJISIPUITHBIC TIpETIapaThl).

OHJOTEHHbIE METTEMOTJIOOMHEMHH, BO3HHKAIONIUME BCICICTBHE HAPYIICHUS
MPOIYKIIMU U BCACHIBAHUS HUTPATOB MPH SHTEPOKOJIUTAX.

B HekoTOphIX clydasix MOTYT OTMEYaThCs CMEIIaHHbIE (OPMBI
METreMOTJI00MHEeMUH, HalpuMep, BO3SHUKIINE y MPAKTHYECKH 3J0PO BBIX
apaei  -rerepo3uror mno H®M mocime mpuema  OOJBIIOW 03B
cynabdaHMWIaMHUIHOTO TIpenapaTa. [[pyrum mpuMepoM CMEIIaHHOTO TeHe3a
METIreMOTITOOMHEMHUN MOXET CIYXUTh TOSBICHHUE ITMAaHO3a y TPYIHOTO

50



pebeHka, OO0JIBHOTO PHTEPUTOM, IMOCJE yNnoTpeOJieHUsI KOJO0AE€3HOM BOJBbI,
coJeprKalel HUTPUTHI.

Hacaeacreennasi pepMeHTONEHUYECKAA-IH3UMONIEHUY eCKAsA
MeTreMmoroounemusi (Hpm-u3IM). YacTtoTa pacnpocTpaHeHUS TeHA
nepunura MtHb-R B reTtepo3uroraom cocrosHum, mo nanusiM BO3, He
npesbimaet 1%. Xapakrep HacinenoBanuss HOM -ayrocommo-
PEIECCUBHBIN; B 3aBUCUMOCTH OT CHUKEHHS aKTUBHOCTH (pepMEHTa
paznuyaroT 2 GOpPMBI -T€TEPO3UTOTHYIO U TOMO3UTOTHYIO.

He 3amedeno cBsi3u mnposiBieHUs 3a0o0jeBaHUS C TMOJOM; IMAHO3
HEOXKUJAHHO TIPOSIBISIETCS Yy J€Tei, POAUTENHU KOTOPBIX KIMHUYECKU
3I0POBBI, HO SIBIISIIOTCS CKPBITBIMH HOCHTesiMH reHa aepunura MtHb-R
T. €. TeTePO3UTOTaMHU.

[TepBoe yka3zaHue O HAcCJICACTBEHHOM IMaHo3e caenano Hitzenberg B
1932 1., nOpeamnoyioKMBUIUM, YTO ITO 3alojieBaHHE OOYCIOBIEHO
MetabonuyeckuM gaedektoM B aputpouutax. B 1948 r. H. Gibson mposen
KJIACCUYECKUE DKCIIEPUMEHTHI, JOKa3biBawliue GQEepMEeHTHBIH aedeKT
BOCCTaHaBIMBAIOIIEH CcUCTeMBbl B »purpouutax 0osbHeix HOM, yto
npuBoauT K Hakomienuto MtHb. B 1960 r. E. M. Scot yctaHnoBui, 4to
H®M B cembe 3cKMMOCOB 00ycoBIeHA NePUIIUTOM HACTOSIIEE BPEMS B
MHPOBOW JuTepaType onucaHo cBbime 500 , ciaygyaee HOM,
obycnosnennoi aedunurom MtHDb-R. HaubGonbmee wuywncino ciaydaes
BBISIBIIEHO B EBpome, oaHako BBISIBIEHBI Takke OoibHbie Ha Kybe, B
Kurae, WUuauu, Adpuke. B Poccum onucanbl cempu, ¢ HOM cpenu
PYCCKHUX, YKpauHIIEB, sSKyToB, y30ekoB [1, 3, 4, 5, 7]. BruiaBieHsl aBa
sHaeMuueckux ouara HOM: cpeau 3ckumMocoB a uHaennes Ansacku [25,1]
u cpeau sikyToB B Poccum (85 romosuror no HOM) [7,8].

Jlanabie nabopaTopHBIX HcciaemoBaHuii. ['omosurotnas popma HOM
XapaKTePU3yeTCs MPAKTUUYECKH MOJHBIM OTCYTCTBUEM akTuBHOCTH Mt Hb-
R, xotopas cocraBaser 0-0,6 mxmons (Mun-r Hb) mo meromy Hegesh et
al. [12]; B HopMe aKTHBHOCTH (pepMeHTa KojicOaeTcsaeTcs B mpeieiaax 2-
4,5 EJI. aktuBaoctu. Koauuectso MtHD y romosuror cocraBisier 10-50%
ot obmero konuuectBa Hb. Konnenrpamnus obmero Hb Bricokas u numib
peako cHumxkaetrcs Humwke 140 1/1,; oOImee KOJWMYECTBO JICHKOIIUTOB H
TPOMOOIIUTOB B Mpeaeaax HOpMmbl. V3MeHEHUl TeMorpamMmbl U
MOpP(OJOTUU DHPUTPOIUTOB HE OTMEYEHO. Y HEIECUYEHBIX OOJBHBIX C
OTHOCHTEIBbHO BbICOKMM ypoBHemM Mt Hb wnHabGnrogaercs BTOpUYHBIN
spurpouutos (zo 6-7-10'%/1) ¢ yBenmnuennem comepxanus obmero Hb 10
240 T1/7, TOBBIIIEHWEM BSI3KOCTH KPOBH, YMEHBIICHHUEM COD. v
HEKOTOPBIX OOJBHBIX OJHOBPEMEHHO OBIBacT HE3HAYUTEIbHBIN
perukyinonuto3 (mo 3%) w HeOONbIIOE MOBBIINICHHE OMIMPYOMHA
ceiBopoTku KpoBH g0 0,015-0,02 r/m 3a cuer HempsAMoW (pakmuu, 4TO
MO3BOJISIET PSIy aBTOPOB TNpeAnojaraTh HaJlWdyue KOMIIEHCUPOBAHHOTO
reMoJin3a.
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I'erepo3urorst no HOM He MMEIOT HUKAKUX CUMIOTOMOB 3a0o0Jie BaHUS,
koHneHTpanus MtHb B kpoBm HoOpmanbHas wWJIM dYyTh MOBBINICHA,
akTuBHOCTh MtHD-R cHmxkena (0,6-1,6 en. aKTUBHOCTH). OITOH
aKTUBHOCTH JOCTAaTOYHO, YTOOBI MOJJEpPKHBaTh KOHIeHTpanuio MtHb B
npeaenax HopMbl. OObluHO Terepo3urorsl mo HOM BeisBAAIOTCA mpHU
obcnenoBanuu cemedl mnpoOanHnoB. OJHAKO CHENYeT YYUTBIBATh, UTO
rerepo3urotHas ¢opma XOTs M HE MNPOSBISETCS KIMHUYEKH, HO MOXKET
JeXaThb B OCHOBE pAa3JIMYHBIX OTPABJIEHUHM U TOKCHUKO30B B CBS3U C
NpUMEHEHUEM  XUMHUYECKHMX AareHToB (JIEKapCTBEHHbIE  Mpemnapartsl,
AJ0XUMUKAThl, Kpacku). Tak, psx JexkapcTB, Hampumep, (QeHaleTuH,
cyidbpaHUIaMHUIHBIE TMpenapaTtbl MOTYT NpPHUBECTH K 00pa3oBaHUIO
3HayuTeNbHbIX KomuuecTB MtHD. Coxpepxanune MtHD mMoxet Bo3pactath
y T€TEepO3UTOT M NPHU PAAE CTPECCOBBIX COCTOSHUM, y JKEHIIHH €ule U B
nepuoj OepeMeHHOCTH.

IHatorene3H®M. IlatoreHe3 KIMHUYECKUX TMPOSBICHUNA OOBIYHO
CBSI3aH C XPOHMYECKOW THIOKCHUEH BBUAY 3HAYUTEIBHOTO KOJIMYECTBA
MtHb wu wHapymieHus B CBSI3M ¢ 3THM TpaHCHIOpPTa KHUCIOPOJA, 4TO
NPUBOJIUT K PA3BUTHIO ¥ OOJbHBIX (YHKIIMOHAIBHON «CKPBITON) aHE MUH.

Y romMo3uror ¢ mnepuoja pPOXKICHHUS BBISBISETCS I[MAaHO3 KOXH U
BUJUMBIX CIM3UCTBIX 000JI0YEK, OCOOEHHO 3aMETHBIM B obOiacTu ryo,
HOCa, MOYEK YIIEei, HOTTEBOro JoXa, mojoctupra. CrnekTp oKpamiuBaHUs
BapbUPYET OT CEPO-3EMIIMCTOr0 JO0 TEMHO-(PUOJETOBOro. 3aboyieBaHHE
HOCUT  J00pokadyecTBEHHbIH  XxapakTep. CTemeHb  BBIPAXKEHHOCTH
CUMIITOMATUKHA 3aBUCHUT OT cojaepxanus MtHD B kpoBu, a takxke ot
KOMIIEHCATOPHBIX CHOCOOHOCTEH CepAeYHO-COCYAUCTON AbIXaTeIbHOU U
reMOIMOATUYECKON CHUCTEM B Mpolecce axanTtanuu runokcuu: [Ipu yposHe

MtHb menee 20% 00BIYHO CHUMITOMH, OTCYTCTBYET, IpU cojaepxkanuu 20-
50% Bo3HHUKaOT 0011as ¢1aboCcT HEJOMOTaHUE, OJBIIIKA TPU PU3UIECKOM
HampsODKEHUHU, pa3ApakUTeIbHOCTh, OciallieHne MaMsTH, TOJOBHbIE 001U
U To10BOKpYyXeHi' CocTosiHuE OOJIBHBIX YXYJIIAeTCsS B XOJOJHOE BpeMs
roja.

I[To manmapiMm M. C. KymakoBckoro [5], y OompHBEIXx HOM unmerorcs
M3MEHEHUS] TEMOJMHAMUKH (TaXUKapAusi, yBEIMYEHUE MUHYTHOTO 00beMa
cepaua), HOCSAIHE KOMIIEHCATOPHBIM XapaKTep M MOTYIIEe MNPUBECTU K
runepTpoduu JeBOTO Keayg0uKa.

[Ipy 00BEKTUBHOM HCCIEIOBAHUU CO CTOPOHBI BHYTPEHHHX OPTraHOB
CYILIECTBEHHBIX OTKJIOHEHUH OT HOpPMBI OOBIYHO HE OIpeeseTcs.
AyYCKynbTaTUBHO Ha BEpPXYILIKE cepJlla, a WUHOrJa M B JPYTUX TOYKAX
ompenensercs (GYHKIHOHAIBHBIA cucTtonmyeckuit mym. Ha OKI
BBISIBJISICTCS CHHYCOBas TaxXWKapaus, WHOrAa ymiomenue 3yoma T
(mpU3HaK THUIOKCUM), a TAaKXK€ CMEIIEHUE BIEKTPUYECKOW OCH cepila
BiIeBO [lo00OHBIE MpPU3HAKN CIIOCOOCTBYIOT MHOTJA JOXHOW THArHOCTHK
BPOXKJEHHOIO «CHUHETO» IMOpOKa cepjalla U BEeAYT K HEONpaBIaHHOM-
ONepaTUBHOMY BMelIaTenbCcTBY. lMccinegoBaHue TeMOJMHAMUYECKHUX

rokaszarejger y romo3uroT mo HOM BBISIBUIIO KOMIIEHCATOPHYIO pEAaKUUHU
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OpraHu3Ma, BBIPA3UBIIYIOCS B YBEJIWYEHHHU CEPAEYHOTO HHIAEKCA, 4YTO
ABUJIOCH pE3YyJIbTATOM MOBBIIMIEHHOTO YyJapHOr0o o00beMa KpOBH IIpHU
HOpMAaJbHOM YHCJIE€ CEpJEYHBIX COKpAaLleHUH; MOocie JEeUYEHHS METHJIE -
HOBOMW CHHBIO T€EMOJMHAMHUKA HOPMAJInN30BaJIaCh.

Hedumut MtHDb-R B 10% ciiydaeB HOCHT reHepanu30BaHHBIN XapakTep,
YTO XapakTepU3yeTCs COYEeTAaHMEM I[MaHO3a U NOpaKEHUEM HEPBHOU
CUCTEMbl U TcUXxuUueckoi cdepsl. ['eHepanuzoBannyio ¢opma HOM
o0bsicHs0T nepunurom MtHD-R He TonbkO B 3pHUTpOHMTAX, aTaKKe U B
JEUKOUMUTAX U KJIETKaX MO3roBol TkaHU. OCHOBAaHUEM JUJIsI 3TOTO CIY¥KaAT
MOJIyYCHHBIC JaHHbIE O BBISBICHUU auadopasbl ¢ uaeHtuyHoi MtHb-R
AHTUTEHHOCTHIO B PA3JIMUHBIX TKAHAX YeJloOBeKe BKIrouas mo3r ([20].

Onnako omucanbsl OonbHbie HOM ¢ saBubiM aehunurom MtHD-R B
JEUKOIUTaX, HO O3 mopakeHusl HepBHOU cuctemsl i[9, 11].

N3 nutepatypa H3BECTHO, 4YTO HCCIEAOBaHHME pAAa IoKazaTeieu
obMeHa xkene 3a y 34 romo3uror mo HOM B sHaeMHUYEeCKOM ouare -B
SAxkytun. OmnpexneneHue KoJIUYECTBA TpaHCcPeppuHAa U TanToOrioOHHA
CBHIBOPOTKE MPOBOJUINM HMMYHOXMMHYECKHUM METOJOM, (eppuTUHa -
paIMOMMMYH HBIM METOJOM, COJIEp)KAaHHUE CHIBOPOTOUYHOTO XKejeza -
metoaom ['enpu (5).

CylecTBeHHO OTMETUTh 2-3-KpaTHO€ TMOBBIIIEHUE COJEpKaHUE
bepputuHa B CBHIBOpOTKE y romo3uror nmo HOM mno cpaBHeHHIO C
JaHHBIMU  JUJISE  3IO0POBBIX  JIMI[ TOTO K€ BO3pacTta SKYTCKOU
HalMoHalbHOCTU. He BBISBIEHO pa3sHULBI B COAEpKaHUU (PeppUTHHA Yy
MY>KUMH Yy KEHIIHUH.

B mnacrtosmee Bpems OOMIENPUHATO, YTO colepxkaHue GeppuTuHa
CBIBOPOTKHM OTpaxaeT 3amachl xene3a B POC, kxoTopsle, cieoBaTeNbHO, Y
roMmo3uror no H®M 3HauuTENbHO YBEIWYEHBI. OTO YKa3blBa€T Ha
HapylIeHHE MEXaHU3Ma pETYISIUU COJCPKAHUS JKeje3a B OpraHu3Me
Bo3moxkHO, 3TO 00yCIOBIEGHO HapyHIEHUEM Y OTUX OOJBHBIX OKHCIIH-
TeJIbHO-BOCCTAHOBUTENBHBIX TpoleccoB B kiaeTkax POC, a He TOJIBKO B
DPUTPOIUTAX, UYTO MPHUBOJAUT K 3aMOPAXKMUBAHUIO OOJBIIUX KOJIHUYECTB
’Kelleza U MEHbIIeMY ero ocBoOOXIeHUIO0 W3 nemno. M3BecTHO, 4TO MO-
Ounuzanus xKeieza U3 MOJEKynbl (epputuHa Tpebdyer Hamuuus Qra-
BUHMOHOHYKJIeoTu10B, HAJ/IH m ackopOMHOBOW KHCIOTHI A BOCCTa-
HOBJICHUS >K€Je3a, UTO SABISETCS HEOOXOIMMBIM 3TAalloM €ro BbIXOJa M3
BHYTpPEeHHEH cepbl MOIEKYIbI peppuUTHHA.

ChIBOPOTOYHOE KE€JIE30 MPAKTHYECKH HE pa3iaudaercs y OOJbHBIX H
JOHOPOB, HO JIOCTUTAET BBICOKMX 3HAUYCHUW B TMPOIECCe MPOBEIACHUS
Tepanuu ackopObmHoBou kuciaotoil (mo 4000-5000 mxr/m). KommuectBo
TpaHceppuHa U TANTOTI00WHA CEIBOPOTKHU B TIpeaesiaX HOPMHBI.

M3penka k kapTuHe OOJE3HU MPHUCOCIUHSIOTCS AHOMAJHUU Pa3BUTHUS
(aTpe3us Biarajuina ¥ MaTKW, HEJOPA3BUTHE KHUCTEH PYK, MU3MEHEHUE
dbopma depema, agedopManms W HAPYIICHHE IKETYTOYHO-KHIICUHOTO
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TpakTa). Omnwucansl ciaydyau couetanuss HDOM ¢ tanaccemueit, H-re-
MornobuHonatuei, nepunutom ['-6-OJ[ u nupyBaTKkuHa3sl [S].

HacaencrseHnasi JH3uMMoONeHHM4Yeckass wmerremorsiooudemust (HIOM-
H®M). Cpenu HaciaeACTBEHHBIX SPUTPOLIMTONATUNA OCOOBIN HHTEPEC NMPEICTaAB-
aseT HacJe/JCTBEeHHAas HH3UMOIIEHUYECKAs METIreMOrI00MHEMUS,
00yCIJIOBJIEHHAs! PE3KUM CHUKEHUEM COAEPKAHUS WU MOJIHBIM OTCYTCTBHEM B
sputpouuTax yenoseka pepmenta HAJ[-H-3aBucumoit MmetremorinoOuHpe-
JYKTa3bl, OTHOCSIIEHCS K SH3UMOIIEHUYECKON IPUTPOLIUTONATHH.

BrIsiBIIeHO 7Ba JOBOJIBHO KPYIHBIX 3MUJEMHYECKHX OYara HaclelCTBEHHON
HH3UMOIIEHUYECKOH METreMOIJIOOMHEMUHN Cpeau SCKHUMOCOM M HWHICHIEB
Ansicku (ScottR., 1982), cpenu sixkytoB B CCCP ([IxxaBamoB O. B. u ap., 1979) u
menkue ouaru cpenu yzoekos 1981 r. (Canues K. K. u ap., 1981).

HacnencrBennass  >H3UMONIEHWYECKass  METIeMOrJoOMHEMHsI  -KpaeBas
natosiorust Axkyrckoit ACCP. IIpuuuHbl 4acToil €€ BCTpedyaeMocTH B SAKyTuu
OoKa HE COBCEM SICHBI, CYIIECTBYET HECKOJbKO  MPEANOI0KEHUM.
['eorpaduueckoe pacroynoxxeHue, KIMMaTUYeCKUe YCIOBUS, dTHOrpaduyecKue
0COOEHHOCTH, OOpsAbl, OObYAW M TPAAUIMU ObITa Hapoja MOTYT BIMITH Ha
NpPOSIBIGHWE U CKOIUIGHWE HOCUTENEeH TeHa pas3IMyHbIX HACJIEeICTBEHHBIX
3a00sieBaHUI B PA3JUYHBIX PErHMOHAX CTpaHbl. TpyAHOJOCTYMHOCTh PETHOHA -
NPENOChUIKA U30JMPOBAHHOCTU MOMYJISIIUU, YTO MOKET MOBJIMITH HA YACTOTY
pacnpocTpaHeHus 3Toro 3abosneBanus. CoceCTBO C aMEPUKAHCKUM MaTEPUKOM
(Ansackoif) co3nano 61aronpusiTHbIE YCIOBHUS MUTPALIUU HACETICHUS.

OcoOblii MHTEpeC NPENCTaBIAET BBISIBICHHAS HaMU Yy JHI[ Y30€KCKOi
HAllMOHAJIbHOCTHU METreMOTrJI00MHEMUS, oOyclioBlIeHHAs CHUKEHUEM
coJiep KaHMs B OpUTPOIUTaX (pepMeHTa METreMOTIIOOMHPETYKTa3bl. ITO MEPBBIi
cily4ail, OOHapyKEHHBIN B I0KHBIX pecnyOaukax Hamiei crpansl (Cpenuss A3us
u 3akaBkasbe). Yacrora aToro aedekra coctapiser okoso 0,26% oT HaceaeHUs
depranckoit q0auHbI (6).

AHanu3 pOJOCIIOBHBIX ceMel ATHX OOJIbHBIX IOKa3bIBAaeT, YTO CPEAH HHX
BCTPEYAIOCH MHOTO POJICTBEHHBIX OpakoB. B TpeThem mokosnieHnu u3 8 cubcon 7
3aMy’KeM M KEHaThl Ha JBOIOPOJHBIX OpaThiax U cecTpax. Kak BugHO U3
POJIOCIIOBHOM 3THUX ceMel ¢ oOmuM KoiaudecTBOM 68 uyenoBek, 40-Oynm3kue
POJICTBEHHUKH I10 JIMHUK Matepu npobanma. X TmaTtenbHOTo J1abopaTopHOTo
obcnenoBanme y 17 (42,5%) ycTaHOBJICHA HACIEICTBCHHAS YH3UMOIICHHYECKAS
METTeMOTJIOOUHEMHUSI, B TOM 4YHCJI€ 3 TOMO3UTOTHBIX OOJBHBIX C HYJIEBOU
aKTUBHOCTBIO (pepMEHTa METTEMOTJIOOMHPEYKTa3bI (Ta0. 4).

Pe3ynbpTaThl 1a00paTOPHBIX UCCIEIOBAHUIA MTOKA3BIBAIOT, YTO CPEIH CECTEP H
OpatbeB Matepu npodanmga M-oii C. y 5 (62,5%) u3 8 yenosex (4 cectpsl u 1
Opar, BKIrO4as Math npobamma, IV 7, 9, 13, 14, 20) oxa3amuchk
TFE€TEPO3UTOTHBIMM HOCUTENISIMM T'€HAa HACJEICTBEHHON SH3MMOIECHUYECKON
METreMOTJIO0OMHEMUN, ¥ KOTOPHIX OOHApY>KEHO pe3Koe CHIKeHue (epMeHTta
metremoriioounnpeaykrassl (1IV 1, 8, 13, 18, 31).(cm. Tabiua 4 )

Ecnimu B cemMbe o00a poauTenss TETEPO3UTOTHBIE HOCUTENIM TeHa
HACJIEJICTBEHHOM SH3UMOIIEHNYeCcKOi MeTremoriioonnemunt (cembs Ne 4-111-6 u
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8), To 3(60%) neBouku M3 5 cHOCOB OKa3aldMCh TOMO3WUTOTAMH IIO STOU
narosioruu u 2 (40%) Mapunka -310pOBBIMHU.

Korna B cembe oJlUH W3 poAUTENEH SIBIASETCS TE€TEPO3UTOTHBIM HOCUTEIEM
reHa HacJICJACTBEHHOM SH3MMOIIEHUYECKOM MeTremMorioomHeMun (ceMbs Ne 5-
Il -9 u 10; cempst Ne 6-111 -12 u 13; cembss Ne 7-111 -14 u 15, cembs Ne 10-111 -
20 u 21; cembst Ne 12-V-1 u 2), To 7 uenoBek u3 14 cudcon (50%) okazanuch
TFE€TEPO3UTOTHHIMH HOCUTEIIIMU T€HAa, TO €CTh COOTHOIIEHWE 3J0POBBIX U
retepo3urot 1:1.(cm pucS cxema pogociioBHoi npodanga M-Ba C.)

Cpenu 30 ob6cnenoBanHbix cubcoB B IV mokonenun 10 (33,3%) uyenosek
OKA3JIMCh  TETEPO3UIOTaMU [0  HACJIEACTBEHHOM  SH3UMOIEHUYECKOU
METIeMOTJIOOMHEMHUH.

B omnucanHol cembe MEUCTBUTEIBLHO HE OTMEYACTCS CBS3M IPOSBICHUS
METreMOorJIoOnHeMuu ¢ 1mojoMm. [{naHo3 HEOKHJAaHHO BO3HHUKAET Cpa3y ke y 3
JeTed, pOIUTENIN KOTOPBIX KIIMHUYECKH 3]J0POBBI, HO SBJISIIOTCS T€TEPO3UTOTAMHU
M0 DH3UMOIEHUYECKOW METreMOrJoOMHEMUU, O YEeM CBUJCTEILCTBYET
YMEHBIIICHHUE aKTUBHOCTHU dbepMmeHTa METIeMOTJIOOMHPEYKTA3bI
cootBeTcTBeHHO 110 1,57 m 1,27 ex (cm Tabnuia 4).

Co BceMH uYjeHaMH CeMEW dOTOW POJOCIOBHOM, OCOOEHHO Cpeau
00clieIOBaHHBIX OJIM3KUX POJCTBEHHUKOB, IJie¢ OOHAPYKEHBI T'€TEPO3UTOTHBIC
HOCUTEIM T'€Ha HACJICACTBCHHOW HH3MMOIEHUYECKON METreMOrIOONMHEMUH,
MIPOBEICHO TIATEIBHOE Pa3bsICHEHHE O 3a00JIEBaHUAX, O BEPOSTHOCTH PHCKA
MOSIBJICHHUSI HOBBIX OOJIBHBIX HWJIM TE€TEPO3UTOTHBIX HOCHUTENEeH Ccpeau JeTeH,
0COOEHHO TpU poacTBeHHOM Opake. Cpeau cUOCOB ITOW CEMbH OKazalcs
CTYIEHT CTapuiero Kypca MEIHUIMHCKOro HMHCTUTYTa (V Kypc), ¢ KOTOPBIM
IIPOBENU MPOCBETUTEIBHYIO pabOTy C pacyeToM, 4TOOBI OH IMOCTOSIHHO MpO-
BOJAWJI  MEAUKO-TEHETUYECKHE  KOHCYJbTAllMM CpPEId  CBOUX  OJM3KHX
POJICTBEHHHUKOB.

[Iporro3, mnpoOnemMbl pPEeMHCCHHW U JICYCHHE HACJICJACTBEHHONW DH3H-
MOIIEHUYECKOW MeTreMmorioonHeMuu. [IporHo3 mpu reTepo3uroTHor dopme
3a0oneBaHusl ONArONPUSTHBIN, KIMHHYECKH HHYEM HE TMPOSBISETCS, NpH
TOMO3UTOTHOM HWMeeTcsl [HuaHo3 (CuHsAA  OOJIe3Hb), TMPOTHO3  TaKXkKe
OJIaronpuATHBIN, MMEIOIIEeCss HApYIIEHUE OKUCIUTEIHHO-BOCCTAHOBUTEIHHOM
GyHKIHHM TeMOTJIOONHA 00paTUMO | TTOAIASTCS JICUCHHIO. 3TO 3a00JICBaHKE KaK
HACIICJICTBEHHAsl TATOJIOTUSl HE u3JieunBaeTcsa. JleueHHe TOMO3UTOTHBIX
OONBHBIX TIO HACIEACTBEHHOW SH3MMOICHHYECKOW METreMOTJIO0OMHEMUM Ha-
MPaBJIECHO HAa BOCCTAHOBIICHUE METIEMOIIIO0MHA.

JleueOHbIe TIpemapatThl JESATCS Ha JIBE TPYIIBI: BEIMIECTBA, HEMOCPEACTBEHHO
XUMHYECKH BOCCTAHABIMBAIONIAE METIe€MOTJIO0MH, K KOTOPBIM OTHOCHTCS
acKOpOMHOBas KHUCJIOTA, LUMUCTaMUH M [Ip.; BEUIECTBA, BOCCTAaHABIMBAIOIINE
METTeMOTJIOOMH  TyTeM  aKTUBaMh  (PEPMEHTATHBHOW  OKHCIUTEIHHO-
BOCCTAHOBHUTEJIIBHOW CHUCTEMBI JpUTPOLMTOB, 3aBucsmme ot HAJ-H -
METWICHOBBIA CUHHM, NPUMEHSIOIIUANCS TAKXKE€ MW TMPH JIEYEHUH OCTPBIX
OTpaBJICHHUIA.
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PesynbTaThl 1a00OpaTOpHBIX UCCIEIOBAHUN YWICHOB CEMbH U OJIU3KUX

pPOJNCTBEHHUKOB Mpobanga M-Boit C. ¢ HaclieICTBEHHOMN
YH3UMOIEHNYECKON METTEMOTIOONHEMHUEH

Taoauna 4

Metremo-
damuius, Bos- I'emo- Mertre- | riio0uHpe-
PoacrBeHHBI I'emarto-
Ne |ums o6caeno- pacr, rJ00n MOIJIO- |AyKTa3a,
€ OTHOLIeHHA KpHT, 00.%
BaHHBIX JeT H, T/ ouH, % |MMOJIBb/
muH-r/Hb

1 M-Ba C [TpoGann 21 140 0,42 43.5 0
2 M-B A, Oren 49 118 0,38 0.53 1.87
3 M-Ba P Marsb 49 140 0,42 0 1.52

4 M-Ba O. Cectpa 15 164 0,42 37.8 0

5 M-Ba P. Cectpa 13 164 0,4 375 0
6 M-B A. Bpar 28 152 0,45 3.15 2.74
7 M-B A. ; bpar 25 128 0,27 0 3.19
8 A-Ba M. Ters 48 146 0,34 0 1.44
9 A-Ba H. Cubc 25 170 0,44 0.77 1.19
10 A-Ba X. Cubc 20 113 0,32 0 2.53
11 A-BaM Cubc 7 134 0,28 0 2.51
12 A-Ba 3. Cubc 1,2 110 0,3 0 1.73
13 P-8 M. Hsans 45 158 0,46 0 1.81
14 P-s H. Cubc 23 149 0,46 0.26 1.68
15 P-s Y. Cubc 17 152 0,42 1.52 1.96
16 P-B . Cubc 15 152 0,41 0.6 1.87
17 P-Ba X. Cubc 12 137 0,4 0 2.09
18 K-Ba M. Ters 42 105 0,37 0.5 1.74
19 ®d-Ba M Tets 39 102 0,26 1.15 2.57
20 ®-Ba C. Cubc 22 126 0,37 1.39 2.17
21 ®-Ba H Cubc 10 146 0,36 0.62 2.45
22 ®-Ba H Cubc 7 127 0,3 1.63 2.45
23 ®-B M. Cubc 4 119 0,34 1.20 3.10
24 &-8 M. Cubc 22 140 0,4 0 2.09
25 T-Ba A. Tets 26 134 0,33 1.36 2.01
26 T-B K. Cubc 15 140 0,42 0.98 2.40
27 T-Ba M. Cubc 11 128 0,32 2.8 2.58
28 T-B A. Cubc 8 122 0,35 0 3.02
29 T-Ba M Cubc 4 122 0,32 0 3.65
30 T-BaT Cubc 13 126 0,4 0.2 2.46
31 T-BaV. Ters 33 93 0,98 0.45 2.99
32 H-8 M. Cubc 11 145 0,32 0.56 1.88
33 H-Ba K Cubc 14 139 0,44 1.18 1.88
34 HU-BaT. Cubc 10 134 0,32 2.06 2.45
35 U-BaT. Cubc 7 141 0,39 1.19 2.87
36 H-Ba M Cubc 4 79 0,28 1.9 2.56
37 K-Ba X. Ters 8 128 0,36 0 2.17
38 K-B A. Cube 7 134 0,27 0 3.19
39 K-B A. Cube 4 99 0,26 0 4.08




PubGodnaBun  mpu  JIeYEHMM ~ HACJIEACTBEHHOW  SH3UMOIICHHYECKOU
METTreMOrJIOOMHeMUN oka3zayicsi Oonee 3(P(EKTUBHBIM 1O CPaBHEHHUIO C
ackopOuHoBOM kucnoroi. [Ipu npuMmeHenuu ero BHyTph B 103€¢ 30-40 Mr B JeHb
B T€YeHUE 3 Mecsle YPOBEHb METTeMOTrjI00rHa B KPOBU HAXOJUTCS B Mpeeaax
5%, a mpu Tepanuu aCKOPOMHOBON KHUCJIOTOM B /03¢ | I B J€Hb CHIXKACTCS
yYpOBEHb MeTremMorjioonHa Toibko a0 10%. [eTepo3urorsl B JieueHUM HE
HYXJAlOTCS, HO JOJDKHBI OBITh OCBEJOMJICHBI O HOCHUTEJIBCTBE TI'€HA
HACJIEICTBEHHOU NAaTOJIOTUH.

[Iporuo3 B cMbIciie MPOJOKUTEIIBHOCTH )KU3HHU Yy OOJBHBIX HACJIEACTBEHHOM
AH3UMOTIEHUYECKON METreMOorjIoOMHeMuUn OaronpuaTHbid. UM pexoMeHyercs
MOCTOSIHHO ~ M30eraTh TMEpPeoXJIAXKICHUS W KOHTAKTOB C XUMHUYECKUMU
MEIIEeCTBAMU -METreMOTIOOMHO00PA30BaTEISIMU -KaK Ha TPOU3BOJICTBE, TaK U B
OBITY, a TakXe ynoTpeOJieHUs B MUILY MPOAYKTOB ¢ XMUMHUYECKUMH J00aBIe-
HUSIMH.

Bcem 6o0sibHBIM HacCIEACTBEHHOW SH3UMOICHHUYECKON METreMOTrIo0nHEMUN
HEOOXOAMMO Pa3bSACHITh XapaKTep HAcJIeJOBaHUS OOJIC3HU, €€ KIMHUYECKUE
NposiBJICHUsT ~ 3a00JieBaHUs,  HEJIOMyCTUMOCTh  BCTYIUIGHHST B Opak
POJICTBEHHUKOB, CTPAAAIONINX ITOW OOJIE3HBIO.

[Tpu cobnrogeHny NMPakKTUIECKUMHU BpadyaMH U3JI0’)KCHHOM JTHAarHOCTHYECKON
TaKTUKA C YYE€TOM OCHOBHBIX KJIWHUYECKUX CHUMIITOMOB {CHHIOIIHOCTb,
OJBIIIKA W JAPYrde TpU OTCYTCTBUU OPTraHUMYECKUX MOPAKEHUH cepaua u
JIETKUX) MCKIIOYAIOTCs TrpyOble auarHoctuyeckue omuoku. [IpoBenenue
COOTBETCTBYIOIINX MEIMKO-TEHETUYECKUX KOHCYJbTAllMil CPEH BBIABICHHBIX
OONBHBIX M HUX POJCTBEHHUKOB -OJHO W3 OCHOBHBIX MNPOMUIAKTUYECKUX
MEpONPHUITUI B YMEHBIIECHUU YACTOThI U JIMKBUJIALIMU JAHHOW HACJIEJACTBEHHON
NaTOJIOTUHU.

Anemuu, oOycnorieHHbie ['-6-OJII" HegocTaTouHOCTHIO 3pUTpOonUTOB. [Ipn
CHIDKEHUHM aKTHUBHOCTH [-6-DJII" B 3puUTpOIUTAX MPOUCXOMAT BBIPAKCHHBIC
U3MEHEHMs. JTH KJIETKH HECKOJIBKO TEpPSIOT CHOCOOHOCTh K 0Opa30BaHUIO
HAJI®-H wu cBA3bIBaHUIO  KHUCIOpPOAAa, B  pe3yJibTaTe yMEHbIIACTCA
YCTOWYUBOCTD K BO3JACHCTBUIO PA3IUUYHBIX OKUCIUTENEH (METUICHOBBIA CUHMUIA,
ackopOMHOBas KHUCIIOTa, IUCTAMUH). MeXaHu3M, MPUBOISIINN K pa3pyLICHUIO
APUTPOLUTOB ¢ JaedunuroM aktuBHocTH [-6-DJII°, oOKoHYATENIBHO HE
onpenesieH. OIHAKO MOXHO HPEANOJ0KUTh, YTO B YCJIOBHUSAX OIPAaHMYEHHOTO
oOpa3zoBaHUs BOCCTAHOBJIEHHOT'O HA1® (HUKOTUHAMU A ICHUH -
nuHykineotuadocdar) B sputporurax ¢ gedunurom aktuBHoctu [-6-OJI
pa3IMYHbIE JIEKAPCTBEHHBIE, XMUMHWYECKHE M JIPYTME€ BEIIECTBA BBI3BIBAIOT
camwkenne ypoBHs GSH. Ilpum Takux ycioBusix (epMeHT reMoriioOnHa u
CTPYKTYpPHBIE = KOMIIOHEHTHI ~ MEMOpaHBl  IPHUTPOIIUTOB  TIOJIBEPTrarOTCs
OKHCJIUTEITBHOU JNECHATypaluu, COITPOBOKIAOLLECHCS YBEJINUYCHUEM
YyBCTBUTEIBHOCTH TEPEKTHBIX KIETOK K (paroluTo3y Ui BHYTPUCOCYTUCTOMY
reMOJIU3Y B PE3YJIbTATE BO3JICUCTBHS K30~ U DHJAOTCHHBIX (haKTOPOB.

HacJiencTBeHHasi HeA0CTATOYHOCTh TJIIOK03a-6-pocaTaernaporeqeasa
(I'-6-®AI') H>pUTPOUMTOB.AKTYyaJbHOCTh  HM3yYCHHUS  HEJOCTATOYHOCTH
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depmenta [-6-OJI" B ospurporurax oOyCIOBI€HAa KakK 3HAYUTEIbLHOU
pacupOCTPAHEHHOCTBID ATOW HACIEACTBEHHOW MOJIEKYJISIPHOM IMATOJOTHH,
oco0eHHO B pecnyonnkax CpeaHelt A3uu u 3akaBKasbs, TaK U 3HAYUTEIbHBIM
YBEJIMYEHHEM YHCJa JIEKAPCTBEHHBIX BEIIECTB, 00JIaJAIOIIUX CBOMCTBOM
MIPOBOIIUPOBATh OCTPhIE T€MOJUTUUYECKUE KPHU3bl y MPAKTUYECKU 37J0POBBIX
JUL,  SABJISIIOIIUXCA HOCUTEISIMU TeHa JAePUIUTHBIE CUMIITOMBI aHEMHU
M3MEHEHUs J1a00PATOPHBIX MOKa3aTesen.

VY OGonpHBIX B-Tasiaccemueld B coueTaHuu c aeduiurom aktuBHOCTU ['-6-
OJ[I" »puUTpolITOB OTMEYANOCh Ooyiee TsKENoe TeueHue 3aboneBaHus, a
reMaToJIOTUYECKHUE TMOKa3aTelid COOTBETCTBOBAIM CYMMapHOMY IOKa3aTesio
oboux 3a0oyieBaHUW. DTO TMOJATBEPXKIACTCS JAaHHBIMH W JIPYTUX aBTOPOB
(Xakumosna C. X., 1976; EpmaxoB H. B. u np., 1979; Maxmynosa M. A., 1980).

Jnst  wimocTpaliu IPUBOJAMM — PE3yJbTaThl  KIMHUKO-1a00paTOPHBIX U
reHeaJornuecKux uccieaoBanuit mpodanaa A-out C.(puc 6)
bonwnas A-Ba C, 34 ner, y30euka, MOCTyNHJIa B T€MATOJIOTHYECKYIO KIMHUKY
¢ ’kajmo0aMu Ha OOHIYIO €IabO0CTh, TOJOBOKPYXEHHUE, MOTEMHEHUE B Tja3ax,
KENTYIIHOCTh CKJIEP U KOXKHBIX TOKPOBOB, TOIIHOTY, PBOTY C IPUMECHIO
KET4h, W3MEHEHHWE IIBeTa MOYM -TE€MHO-KOpWYHEeBBIA. W3 aHamHesa
BBISICHWIJIOCH, 4TO OonbHa c jJeTcTBa. Hayayno Gojie3HM CBSI3aHO C MPUEMOM
TabJIETOK CTpenToluia M TeTpauukiuHa. B nanbHedimem HaOmonanace y
JIETCKOTO Bpaua W TepaneBTa MO MOBOJAY TeNaTOJIHEHAIbHOTO CHUHApPOMA U
BTOPUYHOUN aHEMUH.

[locnennee o0oOCTpeHHE CBSI3aHO C MPUEMOM CyibhaauMe3rHa 1o 1 r yeTsipe
pasa B jeHb, aMmuaonupuHa o 0,25 r 3 pasza B neHb 1o nopoay rpunmna. Ha 2-i
J€Hb 'y Hee TOSBWINCh YyKa3aHHbIE CHUMIITOMBI, W OoJbHas Owia
rOCIUTAIN3UPOBABaHA B TI'E€MATOJIOTHYECKYI0  OTICICHHYI  KIMHHUKY
AHINKAHCKOTO MEIUIIMHCKOTO HHCTUTYTA.

AHaMHe3 KU3HU: POAWIACH B CEMbE CIYXKAIIEro TPEThUM pEOCHKOM,
JIOHOIIEHHBIM, TP HOPMaNIbHBIX poaax. C JeTcTBa 4acTO CTpajaeT aHTHHOM,
renarojMeHalbHbIM CUHAPOMOM M BTOPUYHON aHemuel. MeHcTpyamus ¢ 16
ner, HeperyisipHas (B 2-2,5 MeC OJUMH pa3) CO CKYJAHBIMU BBIJICICHUIMU.
3aMykeM 3a JIBOIOPOJHBIM OparoMm (pOACTBCHHBIH Opak) (cMm. puc. 6).
bepemennocteii mnsTh, pomoB 2, 3 BBIKMIBIIIA B TEPBOM IOJOBUHE
6epeMeHHOCTH. B TpeTheit 0epeMEeHHOCTH POIUICS MAIbUUK C TEMOJUTHIECKON
6onesnpto U kw20 4. OT maTOM OEpEeMEHHOCTH POMMJIICS JOHOIIECHHBIN
MaJIbUMK. B 1aHHOE Bpems CTpafaeT reMOJIUTUYECKON aHEMUEH.

OOBEKTUBHO: COCTOsIHUE OONIBHOW cpeaHeil TspkecTn. Co3HaHUE SICHOE,
4yepThl Jinia 3a0CTpeHbl. KoXKHbIE TOKPOBBI CMYTJIble, UKTEPUYHBI CKJIEPHI IJ1a3,
MMUTAaHUE TOHWKEHHOE, TIepudeprudecKkue TuM(ATUYECKIE Y37Ibl HE YBETUUYCHBI.
KoctHo-mpimieunass cucrema 6e3 nedopmaruu. B Jerkux -Be3UKYIsIpHOE
neixanue. Co CTOpPOHBI cepjilla -TaXUKapAusi, CUCTOIMYECKUM IIYM BO BCEX
Toukax BeichymuBaHus. [lynbc-104 B munayTy. AJl-115/60 MM pt. cT. SI3BIK
BJIQJKHBIN, )KUBOT aCUMMETPUYEH U CIIETKa yBenndeH. lleuyens BbicTymaeT Ha 4
CM, CpedaHeld TIUIOTHOCTH, Oe300Jie3HeHHas, cejle3eHKa Ha 7 CM, CpeaHei
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IJIOTHOCTH, YyBCTBUTEIbHAS, MOBEPXHOCTh IIafKas, Kpas 3akpyriieHbl. CTyn
O0OBIYHOTO 1[BETa, MOYa HACKIILIEHHOTO IIBETA.

OOGuuii aHanu3 KpoBH: 3p.-3,20.1012/n, Hp-78 r/n, us. nok.-0,7, pu.-28%.o0,
1p.-117- 10°/1, 11 - 9,7-10/n, 3.-1%, 10H.-2%, 11.-3%, c-67%, mum.-26%, MOH.-
1%. AHM30MOMKUIOUMUTO3 BBIPAKEHHBIA, MOJIMXPOMAa3Us, MULICHEBUHBIE
SPUTPOLIUTHI -5-6 B moje 3peHusi, HopMo0i.-21%, Henpamas Qpaxkuus OuIU-
pyouna-1,32 mmounb/n, npsmasi-0,2 MMOJb/J, oOmuii OunupyOouH-1,5 MmMoIb/i,
CBIBOPOTOYHOE Kene30-262,1 mmons/a, Hb Aj-4,11%, Hb F-4,47%, npoba Ha
CEPHOBUIHOCTH APUTPOLUTOB OTPULIATEIbHASL, OCMOTUYECKAS] PE3UCTEHTHOCTD
sputpouutos -0,34-0,52% pacTBOopa XJIOPUCTOTO HATPUS, MPOJOJKUTEIHBHOCTh
KU3HU dpUTpouuToB -47-50 nueit (B Hopme 60-80) mo E. H. Mocsrunoi,
rpynna kpou A(Il), pe3yc nonoxxurenbHbld. AKTUBHOCTD pepmenTa ['-6-OJII°
no bepH-mreiiny pesko nonoxutensbHas ( + ++), mo BO3y -0,0 ME-r/Hb,
npoba

ro O
7 2 J 4

lili,

14| 45 7677 18 19 20 27 22

U CLGTETLLITLCLT

1L

3 7 8 G 10 1213 14 1516 /7 1819 20 & 22 283 24
O ~NOHCXUG 1704 @ [ -yrreowre
3 ~MPKENOL 1707 & §g -Gororere  eermonu i yOcnor CHOMUAT,
O—11- cympgrew oOycnobnesos [-6-WA1 wedocramoy-
_ HOCTIER O LOYOmai il € L -1manaccermused
O=] -,ooo"cm@{yuu gpar <> ~weuabecorinetd non

Puc.7. PogocsioBHasi ceMbu npo6anaa A-Boii C., B poICTBEeHHOM Opake

Kymb6ca orpumartensras. Ha ckanorpamme (198AI/I) pasMep IEe4YEeHU
15X14X10 cm u cenezenku 10x19 cm, pacmpenenenne u30Toma paBHOMEPHOE.
Huarno3: HB (A, wu E)-tamaccemusi/nedunur axktuBHOCTH [ -6-DJIT°
SPUTPOITUTOB.

OtmeHeHbl Ccynb(haHUIaMUTHBIE TPEMapaThl, AHTHOUOTHKA W TPOBEJICHO
JIE3UHTOKCUKAITMOHHOE JICYCHHE (BIMBAHUE TEMOJ€3a, BUTAMUHOTEpaIus,
KEJTYETOHHBIE, CTTA3MOJIUTHKH ).
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[locne  neyeHus  cOCTOAHME  OOJIBHOM  YJNY4YIIWJIOCh,  JKEJITYIIHOCTb
YMEHbIIIWIACh, OOJIM B JKUBOTE€ CTAld MEHEE HMHTCHCHUBHBIMH, ILIBET MOYH
cBeTIee. AHAmM3 KPoBH: 3p.-10 4,30-10"/n, He-u3 48- r/m, us. mok.-0,7, pir.-
27%. JlaH coBeT O peXuMe, O3HAKOMIIEHA CO CIIMCKOM JIEKapCTBEHHBIX
MpenapaToB, MOTYIIUX IPOBOLMPOBATH TOBTOPHBIA T'E€MOJIM3 SPUTPOILIUTOB.
BonbHast BeIUcaHa B yJIOBJIECTBOPUTEILHOM COCTOSIHUM.

OT omepaTUBHOIO JIEYEHUS KATETOPUUECKH OTKa3ajaach, HEOJHOKPATHO TIO-
BTOPHO TOCTYyMajla B TeéMaTOJOTMYECKOE OTACICHUE KIMHUKH AHJIUKAHCKOTO
MEIUIIMHCKOTO MHCTUTYTA, TJ¢ MEPUOJUUYECKH JIEUUIach U TMOCJE BBIMUCKUA U3
KJIIMHUKW HaXOAWJIach MO/ HAIIIUM HAOIIOJICHUEM.

B mae 1980 r. y 0onbHOI BHE3aMHO MOBBICHIIACH TEMIIEPATypa, MOSBUINCH
TOIIIHOTA, PBOTA C MPUMECHIO JKETYHU, HapacTaja KeJlTyxa, 1 OHa IoTepsiia co-
3HaHue. Poqurenu ot rocnutanu3anuy ee KaTeropudecKy 0TKa3aauch, U HOUbIO
13 mas 1980 r. oHa ckoHyanack. BuaumMo, cMepTh HacTynuia OT OCTPOro reMo-
JUTUYECKOTO KpHU3a, MPUYMHON KOTOpOro Oblia, BUIUMO, MPOCTyaa (BbICOKas
TeMIleparypa) ¢ reMoauTudeckoil komou. IIpu oOcaenoBaHUU YJIEHOB CEMbH U
IPYrux OJU3KUX POJACTBEHHUKOB A-Boi C. BBISIBIICHO €I11¢ HECKOJIBKO OOJIbHBIX.

Myx npo6anna A-B H.,1938 rona poxnenus, y3oek. Ctpanan anemMuei He-
SICHOM ATHOJIOTHH (B aHAMHE3€ -pPEBMOKAPJIUT, HEAOCTATOYHOCTh MHUTPAIHLHOTO
kianana). Bo BpeMss ocMoTpa ero OecrnoKOouiau cjiaboCTb, MEPUOJAUYECKU -
TOJIOBOKPYKEHHE, M3MEHEHHE IIBETa MOYM, O3HOO, YCHIIMBAIOIIMUICS TMOCTe
npueMa TabJETOK alleTHIICATUIIMIOBONM KUCIOThI, aMUIOTUPHUHA U ac(eHa.

OO61iee cOCTOSIHME OTHOCUTENBHO ynoBJIeTBoputenbHoe. Koka cmyrmas,
ckiepsl  cyoukTepuuHbl. llepudepuueckue numdaTuueckue y3iabl  HE
yBEJIMUYEHbl. B Jerkux Be3WKyJspHOE JbiXxaHue. TOHBI cepjilla PUTMUYHBI,
CUCTOJIMYECKUI IITyM Ha BEpXYIKe. [ paHUIBI ceplia pacimpeHs! BieBo Ha 1,0-
1,5 cm; AJ[-115/70 MM pT. cT. SI3BIK BIQKHBIM, >KUBOT MSITKUW, MEYCHb WU
cele3eHKa y kpas pebepHor ayru. OTmedaercs 0OJIE3HEHHOCTh B JIGBOM OOKY
IpH TITyOOKOM MabIaIlyu.

OO6muit aHaMM3 KPOBU: 3p.-3,30-1012/n,HI>-1 18 /11, uB. mok.-1,08, pi1.-72%o0,
reMaTokput -33 00.%, 11.-8,3-10%11,5.-2% 101.-2%, 1m.-4%, c-57%, aumb.-22%,
MOH.-3%. AHU30MONKWIOLMTO3, BhIpAKCHHAsI MOJUXPOMa3Hsi, MUILICHEBUIHBIC
sputponuThi-1-2 B mome  3penus, HOpMoOm.-4:100,  ocmoTHueckas
pesucteHTHOCTh 3puTpouutoB -0,32-0,50% pacTtBopa xmopuctoro Hatpus. Hb
Ay-6,2%, Hb F-1,12%, npo6a Ha ceprmoBUIHOCT SPUTPOLIUTOB U poda KymoOca
oTpuIaTeNbHbIC, HempsiMas (pakmus OunupyomHa-1,25 mMmons/n, mpsmas-1,0
MMOJIB/J, O0muid OwnupyOomH -2,25 MMOJb/J, akKTHUBHOCTH [ -6-DI
SpUTPOUUTOB 0 bepHiTeliHy pe3ko mnonoxkutensHas ( + + + ), mo BO3y -
0,0 ME-r/Hb.

Huarnos: nedumut aktuBHOCTH [-6-OJII" 3puUTpPOIUTOB B COUETaHUU C [3-
TajacceMHer, TO ecThb Tremuszurora mo [-6-®JII" m rereposurora mo [-
TajacceMuH. ['eMonnuTuieckass aHeMUs CPEAHEN TAKECTH.

Csekp npobanga A-poir C. A-B M., 1908 rona poxnaenusi. Co CTOPOHBI
o0l111ero aHajn3a KPOBU OTKJIOHEHUH OT HOPMbI HE HAOJIIOAAIOCh, aKTUBHOCTD
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I'-6-dAI" B Hopme (5,36 ME-r/Hb), muiieneBuaHbIE SpUTPOLUTHL -4-5 B 1mose
3pEeHHUS; CeIe3CHKa y Kpasi pebepHoit nyru, Gpakuus Hb Ay-6,5% u Hb F -1,5%.
[IpuBeneHHbIE HCCAEIOBAaHUS JAIOT OCHOBAaHUE CHENATh BBIBOJ, YTO Y HErO
uMeeTrcs MUHUMalbHas popma B-ranaccemuu (Hb Aj-Bapuant).

[InemsaHuua Mmyxa npodanaa A-poir C. M-Ba /., 1956 ronga poxneHus.
Bo Bpemss oOciegoBaHus OECHOKOWIM  CIA0OCTh, TOJIOBOKPYKEHUE,
KEJITYIIHOCTh CKJIEp M KOXHBIX IMOKPOBOB; TyIlble 00 B 000UX OOKax,
ycuiiMBaroniecs npu ¢uzndeckoil Harpyske. Ctpanaer anemuei ¢ 10-netnero
BO3pacTa, KOIJa BIEpPBbIE BHE3AlHO MOBBICHJIACH TEMIIEPATypa, IOSBUIUCH
03HOO, TolIHOTa, pBOTa. Habmoganack ¢ mojgo3peHueM Ha OTpaBIE€HUE HESICHOM
ATHOJIOTHH, a 3aTeM Obljla TOCIUTAIM3UPOBaHA B MHPEKIMOHHYI0 OonbHUILY. Co
2-T0 JHS TIOSBUJIACH JKEJITYITHOCTb CKJIEP, 3aT€M KOXHBIX MOKpPOBOB. Eif Obu10
IPOBEJICHO JIEYEHUE IO MOBOJAYBUpYCHOro rematuta. C Tex mop cTpajaer
aHeMueHl U NepUOJUYECKH JICUUTCS BCTAlIMOHAPE.

OO611ee cocTosiHUE CPeIHEN TSHKECTH, KOYKHBIE TOKPOBBI CMYTJIBIE C KEJTYII -
HBIM OTTEHKOM, BHUIUMBIE CIIM3UCTBHICE U CKIEpPbl CYOUMKTepHYHbL. B Jerkux
BE3UKYJISIPHOE JbIXaHWE, TOHBI CEpJlla PUTMHUYHBI, CHUCTOJMYCCKUN IIyM Ha
BEpXYIIKE cepila, HEOOJbIIOe pacIIMpeHUe TPaHUIl €ro BJIEBO; KUBOT
yBenuueH. [ledeHs BbICTyMaeT u3-noj Kpas pedepHoi Ayru Ha 3 cM, cele3eHKa -
Ha 4 cM, CpeIHeH TUIOTHOCTH, OOJIe3HEHHASI.

AHanu3 kposu: 3p.-3,6-10'%/n, Hb -87 r/n, aktuBHOCcTs I'-6-®JI" sputpo-
uToB 1o bepHiTeitHy pe3ko monoxkutensHas ( + + +), mo BO3y -0,0 ME-
r/Hb. B ma3ke -BbIpakKeHHBIN aHM30MOWKHWIIONNUTO3 M THHoXpomus. HopmoO:1.-
1:100 spuTporuToB.

JlnarHos: XxpoHudecKkas HacleICTBeHHasl HecpeporuTapHas reMoJIMTHYecKas
aHeMusi, o0ycioBieHHas jaehunuToM akTuBHOCTH [-6-DJII" B spuTponuTax-B
coueTaHue -tajacceMue.

Kak BugHO M3 pomocimoBHO# mpobanma A-Boit C. (puc. 7), oHa COCTOHUT B
OJMM3KOPOJACTBEHHOM Opake -ABoropoanbie cectpa u Opar (l11-14, 15).
OO0cnenoBaHuIo MOABEPTIUCH TPU TTOKOJICHHS] 3TOW CEMbU M YCTAaHOBJICHO, YTO
neduruT akTuBHOCTU [-6-DJII" 3puTpOIMTOB MMeeTcs, Kpome MpobdaHaa, y
myxa (I11-15), on ke siBasieTcs reTepo3urotHsiM mo B-tagaccemuu (Hb Aj-
62%)- Csekop (II--11) sBnsieTcst reTepo3uroTHsM 1Mo B-tamaccemun (Hb A,-
6,5%), cBekpoBb (I1-10) reTepo3uroTHa MO HOCHUTEILCTBY JACPUITUTA
aktuBHOocTH [-6-DJI" »purpormroB. bpar (I11-7) sBusercs, BO3MOXKHO,
TOMO3HWTOTHBIM HOcuTeneMm nedunura aktuBHOCTH [-6-OJI" spuTpOIrmTOB.
[IpoGany Obuia MATH pa3 OEpPEeMEHHOW W TP pa3a y Hee ObUTH BBIKUIBIIIN BO
BTOpOIl monoBuHe OepemenHocTH (IV-12, 13, 15). Ot TpeTbeit GepeMeHHOCTH
(IV-14) pomwics ManpuuK, KOTOPBIA yMEp B paHHEM JETCKOM BO3pacTe IO
HEU3BECTHOU npuurHe. BuaumMo, 3T AeTH ObLTM TOMO3UTOTHBIMU HOCHUTENSIMU
6o Tanmaccemuu, aubO0 gedunuta akTUBHOCTH [-6-DJ[[T »puTpOIIMTOB.
EnuncrBennsiii xuBoit chiH  (IV~6) sBisieTcss TeTEpPO3UTOTHBIM 1O [-
TaJaCCEeMHHM W TeMH3WUTOTHBIM HocuTelaeM achunmra aktuBHOCTH ['-6-DJII" B
ApUTpOLUTAX. XAPAKTEPHO, YTO B ITOM CEMbE UMEETCS, KPOME HUX, €Ille BTOpO
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OJM3KOPOJCTBEHHBIA Opak, crapmuii 6pat ee myxka (l11-13) ObL1 KeHaT Ha
nsoropoanoi cectpe (I11-12). Ouu ymepsau m0 Hamiero oOCIIeIOBaHMS, a MX
noub (1V-9) cTpamaer reTepo3UroTHBIM HOCUTEIIBCTBOM Je(UIUTa aKTHBHOCTH
[-6-®/II" sputponutoB (cM. puc. 6).

Ha ocHoBaHuMM mNpoOBeNEHUs MCCIEIOBAHUNA YCTaHOBJIEHA OCOOEHHOCTb
KJIIMHUYECKOTO TMpPOSIBICHUS [-TajJjacceMUu MpU COYETAaHUU C JAePUIUTOM
aktuBHOCTH [-6-OJI[" sputporuroB. [dns sToit GopMbl xapakTepHbl Ooliee
BBIPAJKEHHBIE CUMIITOMBI aHEMHH, PE3KO BBIPAXKEHHAs CIJICHOTENaTOMETaus C
HapyuieHueM (yHKIMM TEYeHH U CeJIe3€HKHU, MOP(OJOTHYECKUEe H3MEHEHUs
SPUTPOLIUTOB, HEPEAKO CMEPTEIbHBIM  HCXOJOM M €€  CEMbsl OKa3alHCh
HECYACTIIMBBIM, MMOCKOJIBKO U3 5 POJOB €IMHCTBEHHbIN >KUB OCTaBILHMECS ChIH
O0osbHOM [-TayiacceMueid B KOMOMHAIIMU C HEJOCTAaTOYHOCThIO (epmeHTa I'-6-
O/II" 5puTpOLUTOB.

Tokcuueckasi merremoryioouHemusi [lo cuMnToMaTuke TOKCHYECKas
METreMOTI00MHEMHUSI MOXXET UMETh OCTPOE WM XPOHUUYECKOE TEUEHHE.
[Ipu ocTpbix oOTpaBiIeHHUSAX ¢ BbICOKUM ypoBHeM MtHb (60-70%)
HAacTYIMalT KOMa U cMepTh. JDTa ¢popma 3ab0eBaHUs MOXKET BCTpPEYaThCs
Ha HEKOTOPBIX MPEANPUATHAX TMPU KOHTAKTE C AHUJIHUHOBBIMHU
KpacHuTeJIsIMU, TPOU3BOJHBIMHU O€H30Ja U T. 1., a TaKXKe MPU OTPaBICHUHU
pPAZIOM JIEKApCTB.

[Tpu mpekpameHuu BO3ACHCTBUS TOKCHYECKOTO areHTa ypoBenb MtHD
OBICTPO CHMIKAeTCS, TMOCKOJAbKY akTuBHOCTH MtHD-R coxpanena.
OtpaBiieHre HUTPUTAMHU OOBIYHO MPOTEKAET B JIETKOM (Gopme, a MpOU3-
BOJIHBIMH aHUJIMHA -B TSXKEJNON POpMe U MOKET 3aKOHUYUTHCA JETAIBHO.

MeTtremorioouHemMus u [[MAHO3, 00yCIIOBIIEHHBIE aHOMAJIbHBIMU
reMorjo0MHaMu yBeJu4deHue cojaepxanuss MtHb B  kpoBum wmoryr
00yCIIOBUTH pan AHOMAJIbHBIX reMOorJI00MHOB BCJIEJICTBUE

HECTAOMJIBHOCTH HMX MOJIEKYJd WJIM OOJbIIEeH JucCOUMaIluu  Ha
CyObEIMHUIIBI MEHBIIEH MOJEKYIIPHON MaccChl, y KOTOPBIX CTEICHb
OKHCJICHUS 3HAYUTEJIbHO yBEJIMUYCHA.

OnHOM W3 MPUYMH IIMaHO3a MOXET OBITh TaKKe HaJIMYhe B KPOBU
aHoManbHBIX GopM Hb ¢ yMeHBIIEHHBIM CpPOJCTBOM K KHCJIOPOIY, YTO
NPUBOJUT K YBEJIUYCHHUIO COJIEP)KAHUS B KPOBHU JICOKCHUIeMOTJIOOHWHA.
OnvHakoBBINA, BOCIPUHUMAEMBIN Ha TJjia3, IMaHO3 MOXKET OTMEYaThCs

Jleuenne metremoryioonHemuu./Ieueane romo3uror no HOM wu
OONBHBIX TOKCHYECKOW MeTremoriobuHemueil ¢ coaepxkanumem Mt HB
6onee 20% B KpOBM M BBIPAXKEHHOW CHUMITOMATUKOW TMPOBOIUTCS
JeKapCTBEHHBIMH TIpenapaTaMH, CIHOCOOCTBYIONIMMH BOCCTAHOBICHHUIO
Mt Hb. ITo xapaktepy aedcTBUsS OHHM JOCIAATCS Ha 2 THIA: BEIIECTBA,
HENOCPEICTBEHHO XUMHYECKH BOCCTaHaBJIMBAIOIHNE Mt Hs
(ackopOuHOBass  KHCIIOTA, HUCTaMUH W Jp.), U  BEIIECTBA,
BoccTtaHaBiuBapimue Mt Hb nyrem akrtuBanuum QepMeHTaTHBHOMN
OKHCJUTEIbHO-BOCCTAHOBUTEILHOM CUCTEMBI JYPUTPOIMTOB, 3aBUCSIIECH
or HAJPH, perenepupyemoro B pe3yiabTaTte wMeTabonau3zma Mo,
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neHrozopocparHomy MmMYHTY. TakuM JE€KapCTBEHHBIM CpPEACTBOM
ABJIAETCS METUJICHOBBIM CUHUU, KOTOPBIM NPUMEHAIOT TakXe U IIpHU
JIEYEHUH OCTPBIX OTPABIECHUM.

CnenyeT OTMETUTh, UTO B IIa3Me KpoBU O0onbHbIX HOM conepxanue
aCKOpOMHOBOW KHCJIOTHl YMEHBIIEHO BBHUAY €€ YCUIEHHOTO MOTPeOIeHUs
s BocctanoBinenuss MtHbD. Ilpuem BHYTph OOJIBHBIMH acKOpOHMHOBOM
KUCIIOTHI B Oonpmux go3ax (mo 0,15-0,3 r 3 pa3a B ieHb) YK€ B T€UECHHE
nepBbIXx 2-3 nHeW cHmkaeT KoHleHTpanuio MtHD B xpoBu mo 10% ot
o01iero KoJiM4ecTBa TeMOTJIOOMHA. DTO HUXKHUM Mmpenen, 10 KOTOPOro
ymeHbinaercss Mt Hb npu neuyenuun Tosibko ackopOUHOBOU KuciOTOH. [Ipu
ATOM IMOYTH MCYE3aE€T IMAHO3 M JApyras CUMIITOMAaTHKa, YJIydllaeTcs
obuiee caMOo4yBCTBUE, OOJIbHBIE CTAHOBATCA PabOTOCTOCOOHBIMHU. 3aTeM
NepexoasiT Ha MOAJAEePKUBAIOIINE 103kl acKopOuHoBOU kucioTh (0,05-0,1
r 3 pa3a B JIcHb) B T€UCHUE AJUTEIBHOTO BpeMeHH (2-3 mec). JlnurtenbHoe
Je4YeHue AacKOpOMHOBOW KHUCJIOTOM B  OONBIIMX  J03aX  JIOJKHO
OCYHIECTBJIATHCS MOJ HaOJIJACHUEMBpada-TepaneBTa WM MeauaTpa C
NepUOANYECKON MPOBEPKON (QYHKIMHU MOJIKETYJOYHON Kene3bl (YpOBEHbB
caxapa B KpOBHM), MOYeK (aHaiau3 MOYHU, Npobda mo 3UMHHULKOMY) H
apTepualibHOTO AaBieHus. boapimmne 10361 aCKOPOUHOBOW KHCIOTHI MOTYT
OKa3blBaTh  YTrHETAIONIEE  BJIUSHUE  HA  HUHCYJSpPHBIA  anmapar
NOJIKETYT0YHOHI KEJE3bI, CTUMYJIHUPOBATH obpa3oBaHue
KOPTHUKOCTEPOUJHBIX TOPMOHOB, YTO MPU HM3BECTHBIX YCIOBUSIX MOXKET
OpUBECTH K  MOBPEKICHUIO  TJIOMEPYJ  TOYEK U  Pa3BUTHIO
TUMIEPTOHUYECKON peakluu, a Takke K oO0pa30BaHHI0O KaMHEW B MOYKax.
[ToaToMy mpu JeUYeHHHM aCKOPOMHOBOW KHUCIOTOW HEOOXOJAMMO JenaTh
nepepbIBbI AJUTEIBLHOCTHIO 2-3 HeJ.

MeTuneHOBbId CUHUI NpPU €ro BHYTPUBEHHOM BBEJIEHUHU OKa3bIBAET
OsicTphIii 3P dekT u yke uepe3 1 4 oTHOcHTEeAbHAs KoHneHTpanus MtHD
B KpoBU yMeHbIIaeTcs A0 1 % wu naxe Huxke. KokHble NOKpPOBBI U
BUJUMBIC CIHU3HUCTBIE OBICTPO PO3OBEIOT, CAMOYYBCTBUE OOJIBHBIX
yaydliaeTcs.

MeTuineHoBbIM CHUHUN MNPUMEHSETCA B BHUJE MmOpemnapara «xpomoc-1l
MOMW», B OJHOW ammyie KoToporo copaepxurca 50 ma 25% pactBopa
ratoko3sl u 0,5 Mr MetuieHoBoro cuHero. [Ipemapart B 6onpmux go3ax (7
MI/KT U 0o0jiee) MOJXKET BBI3BIBATH CEPbE3HBIE OCIOXHEHUS C PE3KUM
YCUJICHUEM IMAaHO3a M JaK€ HACTYIUIEHHWE TeMOJU3a SPUTPOLUTOB, YTO
0COOCHHO XapakTepHO AJg 00JbHBIX HDOM, mMerommux oJIHOBPEMEHHO U
JIPYTYI0 HACJEeACTBEHHYIO MAaTOJIOTHIO -aedunut ['-6-DJII" s3puTponuToB.

[IpenapaT METUJIEHOBOTO CHHETO MOXET MPUMEHSATbCA BHYTPh B
karncynax mo 100 mr 3-4 pa3a B A€Hb I B3POCIHBIX, AE€TAM OH JA€TCS W3
pacuera 0,005-0,01 r Ha Kaxabplk roj >kuU3HU. J[JIUTEIbHOE NPUMEHEHHE
ATOTO Tpemnapara y HEKOTOPBIX OOJBHBIX [MaeT XOPOIIHE pPEe3YyJIbTATHI.
OcoOeHHOCTAMU  BHYTPUBEHHOIO  BBEJEHHS  METUIECHOBOTOCHHErO
SABJISIOTCS KaK ObIcTpoe cHWkeHue ypoBHs MtHb B kpoBu, Tak n He MeHee
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OpicTpoe ero HakomieHue. [loaTomy mpemapaT He pEeKOMEHIYeTCs s
mupokoro mnpuMeHeHus npu HOM B  Hacrodmee Bpems.lnaBHBEIM
TEpAaleBTUYECKUM  CpPEICTBOM  OCTaeTcsi  acKOpOMHOBasg  KHUCJIOTa;
OKCUTE€HOTEpanus J1aeT BpEeMEHHBIN 3P PeKT.

B cBs3U C OTKpBITHUEM B APUTPOUUTAX (PIaBUH3ABUCUMOU PEIYKTa3bl
ObITU TIPOBEJCHBI TEPBBIE MCCIEAOBAHUS IO WCIOJIb30BAHUID pPHUOO-
¢naBuna nus nedenuss HOM, 4To nano mosoXuTenbHblEe pe3ylbTaThl |14,
19, 17].

TepaneBruueckuii 3¢ppexr Ob1 601ee BbIPAKEH, YEM IMPHU NPUMEHE -
HUU aCKOpPOMHOBOM KHCIOTHI. Tak, opalibHOE BBeJeHUE pubodiaBuHa B
no3e 30-40 Mr B JeHb B T€YEHHE 3 MeC MOJJepKuBaio yposeHb MtHb B
KpoBU B mpenenax 5-%. B mpeabiaymue roasl Tepamnus ackopOMHOBOU
KHCJI0TOMH B 03¢ | r B JeHb cHmkana ypoBeHb MtHD tonbko mo 10%.
I'etepo3urorel o HOM B neyeHUH HE HYKIAKOTCSA, OJHAKO OHU JOJIKHBI
OBITh OCBEJIOMJICHBI O HAJTMYUM Y HUX HACJIEJICTBCHHONW aHOMAJIUM.

[IporHo3 B OTHOIIEHUHU MPOJAOJDKUTEIBLHOCTH XU3HU Yy 00abHBIX HOM
OnaronpusTHbI. UM ciaenyetr uzberaTh mepeoxyaxIeHUsS U KOHTAKTOB C
XHUMUYECKUMHU BEIIECTBAMH —METTEeMOTJIO0MHOOOpa30oBaTEIsIMU KakKk Ha
MPOU3BOJCTBE, TaK U B OBITY, a TaK)Xe YHOTPEOJCHUS B MUIY MPOJYKTOB
C XUMHUUYECKHUMH T0OABICHUSIMH.

C 0OJIbHBIMH HOM HEOO0XOIUMO MPOBOJAUTH CaHUTAPHO-
IPOCBETUTENbHYIO pabOTy, MOAYEPKUBAS B I[€JIOM J100pPOKayYeCTBEHHBIN
xapaktep 3aboneBanus. B mnmane mnpodumaktuku HDOM  momxHO
NPOBOJUTHCS MENUKO-TEHETUUYECKOE KOHCYJIbTUPOBAHUE JIJISI UCKIIOUYEHUS
BO3MOYHOCTH BCTYIUJIEHUS B Opak IBYX rerepo3uror. B mpodunakrtuxe
XpPOHUYECKON MHTOKCHKALMU METreMoriioOMHooOpa3oBaTelsiMu MOKa3aHa
3¢ PeKTUBHOCTH, METHOHHMHA, TUPUJTOKCHUHA U MEIMaMHU/Ia.

bonbabie HOM He moJIKHBI MPHUBJIEKATHCA B KAYECTBE JOHOPOB KPOBU
npu 3HaYuTeIbHOM coaepxanun MtHD, a Takxe BciencTBue Hamuuus y
HUX CKPBITON aHEMUH.

HacaencrBennble M-remoriaoonHonaTuu. HaciencTBeHHAsT METTEMOT -
J00MHONATHS BO3HUKAET TaKXe BCJIEACTBHE CHHTE3a B OpPraHH3MeE
AHOMAaJbHBIX Te€MOTJIOOWHOB, COAEpKAIMMX a- WM B-IIENH B OKUCICHHOU
dopme. M3BecTHO HECKOJBKO Takux BapwaHnToB Hb, mpuuem Bce oHU
o0pa3yroTcs B pe3yJbTaTe CIMUHUYHBIX 3aMEIICHUNA aMUHOKHCIOT B
HETIOCPEACTBEHHON Onm3ocTH OoT rema. Takue aHomanbHbie Hb mpunsTo
OTHOCHUTH K rpymie M.,

[lepBoe yka3zaHue Ha Takol aHoManbHBIM HB ObuTO caenano, Weber B
1948 r., BBIABUBIINX B OJHOMW ceMbe & IHAHOTHYHBIX OOJBHBIX C
MOBBIICHHOW  KoHIeHTparuedn  MtHb.  ABroper  nmokaszamum, dro
AHOMAJILHOCTh CBOWCTB 00ycCJlOBJI€HA TJIOOMHOM, a HE TeMHHOM. B
JTaTbHEHWIIIEeM MHOTHE BBISBICHHBIC CIydYad aHAJIOTHYHOrOo 3a00JieBaHMS
yIaJ0Ch CHCTEMAaTH3UPOBATh W JOKa3aTh, 4TO yKa3zaHHble aHoMmanuu Hb
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00yCIJIOBJIEHBI 3aMEIIeHUEeM JIM0O0 MPOKCUMAJILHOTO, JUOO JUCTaIbHOTO
TUCTUAUHOB B aHOMajJdbHOW 1emu Ha TUpPO3uHBI. Hekotopeie u3
ONMCAaHHBIX B pPa3HBIX CTpaHaX BHJAOB aHOMalbHBIX HD M oka3anuchk
unaeHTuYHbIMU. Kaxaplii u“3 4eTblpex BUAOB ObUI  Ha3BaH 110
reorpaguueckoMy MYyHKTY, IJie OH BIepBbie BbIABIEH. [loMUMO YeThIpex
AHOMAJbHBIX TE€MOTJIOOMHOB C 3aME€HOM TUCTUJAMHOB Ha THUPO3UHBI, K
aHoManbHOM rpynmne M oraocat u Hb Milwaukee.

M-remornoOuMHONaTUsl  -OBOJIBHO  peakoe 3ab0oJjieBaHUE, BCTpe-
yalouieecss B pa3HbIX cTpaHax. Hampumep, BHepBble OOHapyKEHHBIH
Horlein, WeberHb -»to HDb Saskatoon, kortopsiii BmocieacTBuu ObLI
BbIsIBIIeH y oOcienyembix B ['epmanun, Kanane, Aurnuu, CIIA, ®pan-
nuu, Hopseruu, Upane, Ilonbme, FOxuoit Adpuke, CCCP. Onnako B
Anonunm onwucaHo oxoysio 100 4HenoOBEeK C «BPOXICHHOW HUTPEMHUEHY,
00ycCIIOBICHHOM IPUCYTCTBUEM B sputpoiurax Hb | wate.

HacnenoBanue nedexra mpu Bcex Bapuantax Hb M Hocut momu-
HAaHTHBIM XapakTep, TOMO3UIOT MO COOTBETCTBYIOIIEMY TeHY HE OOHa-
pyxeHo. OIHAKO B HEKOTOPHIX ciydasx mossiecaue Hb M moxuo pac-
[ICHMBAaTh KaK CIMOHTaHHyi myrtanuio [28]. Joms Hb M B sputponurax
OONBHBIX C MyTamued B a-uenu rinodouHa cocrtaBiseTr 15-30% otobmiero
koiauuectBa HbD, B To Bpems kak B-BapuanTsl coctaBisiioT 40-50%.

KpoBb 60nbHBIX, UMetromux HbM, mokoiagHO-KOPUYHEBOTO OTTEHKA;
reMaToJIOTHYecKue moka3aTeln oObIYHO B Mpejaenax HOpMbl. B ciyudae B-
BAPUAHTOB BBISBIAETCS JIETKUM TEMOJHUTUYECKUM CHHIAPOM, 4YTO, IO-
BUJAUMOMY, OOYCJOBJIEHO HX HEKOTOpOW HecTaOmiabHOCTHIO. [lokazano,
yto mnpu Hanuuuum HbHydePark Bo3moxna uvacTuunHas moreps Tema B
AHOMAJbHBIX LEMIX; OTMEYAIOT aHEMHUIO U CIJICHOMETAJIUI0 MPU HAIUYHUU
HbHydePark, uro o0bsacusoT HedpheKTUBHBIM 3pHTpPOnod30M. OnucaH
ciaydvail 3HAYMTEIBHOTO CHUKeHHs B KpoBu Hb Saskatoon mocae mpuema
JeKapcTB, 001aga0NuX CBOWCTBAMHU OoKucauTeaen [27, 29].

I[Ipu w™MyTrauuax B o-UENSIX AaHOMAJbHOCTh NPOSBIAETCS YKE B
dberanrHoM Hb, a 3atem m B Hb B3pocasix. B Takux cinydasx muaHo3
MPOSABISIETCA C MOMEHTA pOXACHUs, a Uil Hocutenedn HbM ¢ anomanuei
B [-uensx mposBICHHUE IMaHO3a HaduWHAeTcs ¢ 3-4-To Mecsua Mmocie
POXKICHHUS, KOrJa MPOMCXOIUT 3amMeHa ocHoBHOM yactu Hb F ma Hb A.
HocurensctBo Hb M, mo-Buammomy, Majlo CKa3blBaeTCs Ha Ipo-
JNOJIKUTEIbHOCTH JKU3HMU.

[lepBuyHasi, BTOpUYHAs U TPETUYHASI CTPYKTYPHI O- U P-1ieneid raoOuHa
oyeHb Oym3ku. Ilo mepBUYHON CTPYKType OHH TOXKIECTBEHHBI B 65 H
pa3iuyHbl B 76 MO3ULUAX, OOJBIIOE CXOJACTBO Y HUX U B KOHTAKTax rema
C TJIOOUHOM.

AuddepennuaibHasi TMATHOCTHKA MeTreMorjio0uHeMun. OCHOBHBIE
IHarHocTuueckue M auddepeHnuanbHO-IHarnocTuaeckue tectel HOM,
M-remornoOuHOIATUN U JIPYTHX MeTreMoriioomHemMuu: 1) ompenencHue
oTHOCHTeNbHOTO coxepxanuss MtHb B mpomentax or o6miero
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conepxkanuss Hb nmanmeTreMorioOMHOBBIM METOAOM; 2) OIpeJeeHue
aktuBHocTH HAJIH- 3aBucumoit MtHb-R metomom Xeremmu [12, 13]; 3)
CHATHE CIEKTPOB aOCOpPONMU C BBIYMCJICHHEM OTHOMICHHH ONMTHYCCKHX
maotHocTer Dg30/D600m Dsoo/De00, dro moO3BOJSET MPOBECTH
nuddepeHunanbubpii fuarno3 Mmexay HOM u M-remornobunonartueit; 4)
NeKTpodope3 UM HU30ITEKTPOPOKYCUPOBAHME OKHUCIEHHOTO TEeMO-
nu3arta; 5) TepamneBTHYeckas mpobOa ¢ BBeJACHHUEM OOJIbHOMY METUJIEHO-
BOTO CHHEro; 6) aHalu3 POJAOCIOBHOW CEMbH C OMpENEICHHEM THUIIa Ha-
CJeI0BaHHS.

Oprannueckue 3aboyieBaHUs JErKMX M CepAla JOJKHBI OBITb OT-
BEpPTHYTHl Ha OCHOBAaHWHM aHaMHe3a, [JaHHBIX (U3UKAJIBHOIO W
COOTBETCTBYIOIIUX HCCIEIOBaHUI. JDTO 00YyCIOBIEHO TeM, UTO Hambojee
pacrpoCTpaHEHHBIMU MPUYMHAMHU I[MAHO3a SBJISIOTCS JbIXaTeJIbHAas WU
cepledHas HEJOCTAaTOYHOCTh, BENYIIHE K HAKOIMJICHHUIO B KPOBHU JEOKCH-
reMoTJI00MHA, YTO SIBJISICTCS NMPUYNHON IHaHO03a.

YKa3zaHHBIC BBINIEC TECThI, a TaKXE HEKOTOPBIC JOTOJHUTCIbHBIC U
HaJINYMe aHAMHECTUYECKUX JaHHBIX O HEJIaBHEM KOHTAKTE C TOKCHYE CKUM
areHTOM WU JIEKapCTBOM-OKHCIHUTEIEM MO3BOJISIIOT AU PepeHITupoBaTh
pa3nuuHbie (GOpPMBI METIeMOTJIOOMHEMHUM U BBIOpPaTh MPaBHIBHYIO
Je4eOHYI0 TaKTHUKY.

Il'emorno6ounonarus D.HbD saBasercs OGosee penkodr dopmoit
aHOMAaJIHH. On CYILIECTBYET B HECKOJIbKHX HEOTIUYMUMBIX
anekTpodopeTudeckux (popmMax, HO ¢ JOKalW3alue aHoMaluu B 00eux
Pa3HOBHIHOCTAX MOJHUIENTUIHBIX Ienei (kak a, Tak u ). HbD wumeer
OJIMHAKOBYIO 3JIEKTpodopeTuuecky mnoaBmwikHOCTh ¢ HD S (cMm. Beime).
Nx nuddepeHUupyOT 10 pacTBOpUMOCTHU Npodoit raHo.

Bapuanter a- u (B-ueneit HbD umeroT pasnuuHoe reorpaduueckoe -
pacrnpocTpaHeHue. I'emornobOun D. oOHapyXeH y YJICHOB
HeckoNbkuX HerputTsanckux cemeid B CIHIA. OcuHoBuoir owar HbD/p
Haxonutcs B CeBepo-3ananHoii Muaum, 3Ty aHOMAaJIWIO HaXOAST Y CUXI[OB
[Tennxaba (3%) u cpeau Hacenenus mtata ['ymxepatu (1%). KonungyectBo

Hocuteseit Hb B MHAWM MOXXET NOCTUTaTh HECKOJBKHUX MUJIIHOHOB
genoBek. [opaszmo pexe HbD/B B maxomstr B Amkupe (0,3-0,9%), B
3amangHoir Adpuke, Typuuu,B OwsiBmem CCCP CpeIu pPYCCKUX,

azepOaikaHIeB, y30€KOB, TaJKUKOB U TPEIACTABUTEIEH HAPOJHOCTEHU
Harectrana. B HexoTopbhix paiioHax VY30ekuctane u Tamkukucrane
BBIsIBIISIETCS 10 1 % HOcuTenel 3TOl aHOMAaJUH.

Y romozuror mo HbD Ilenmxkad mpu3HAKOB aHEMHH H TEMOJIM3a HET,
SPUTPOLMTAPHBIE HMHIEKCHI B HOpPME, HO MHOTHE HSPUTPOLUTHI UMEIOT
MHIIEHEBUAHYIO (opMmy. B kimerkax coxepxurcs g0 100% HbD.
['eTepo3UroTsl SABJISIOTCS 3A0POBBIMH JHOABMH, coxepxanne HbD y Hux
paBHO 40-50%. Kommnaynaasr mo Hb D Tlenmxad u (P -TasmacceMuu UMEIOT
IHUPOKUNA CHEKTP KIMHUYECKUX NPOSBICHUM. TAKTUKA J€YEHUS TaKHUX
OOJBbHBIX BapbUPYET B 3aBUCUMOCTU OT (POPMBI.
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Il'emorno6unonatus E- Hb E Obin orkpeiTr B 1954 1. AHOManus
JOKalu30BaHa B 26-M MOJOXEHUM [-Lenu, rAe IIyTaMHHOBas KHUCIOTa
3aMEHeHa JIM3MHOM. OJTa  3aMeHa  MNPHUBOAUT K  YBEIMYCHHUIO
MOJIOXKUTEILHOTO  3apsiia BCEM MOJIEKYJIbl M K 3HAYUTEJIbHOMY
3aMeJICHUIO 3JEeKTPOGOPETUUECKON MOIBUXKHOCTU B IIEI0YHOM Oydepe.
[MToguxxuocte Hb E paBua moaBuwxnoctu HbD A, HO oTHOCHTEIbHOE
CoJiep)KaHHUe ero B reMojn3aTe OOBIYHO 3HAYUTEIbHO BbIlIe. B HEKOTOPHIX
cnydasx aAudPepeHurpoBaTh MEXAY OTUMU JBYMS  KPOBSHBIMHU
MUTMEHTAMHU MPUXOJUTCS C MTOMOIIBIO aHAINU3a MEeNTUIOB.
buonorudyeckas posib 3toro HD He BbIsICHEeHaA, CmOco0 HacieIOBaHUS
TaKoOM XK€, KaK U MPHU JIPyTrux remorioOuHomnatusx. Panee cuuranock, 4To
apean pacnpoctpanenus Hb E orpannden HexotopsiMu ctpanamu Oro-
BocTtouno#t Asun. B mocnenHee BpeMsi MOSIBUJIMCH CBeJleHHsS O Ooiee
mupokoM pacnpoctpanenuu Hb E B 3ToM pailione. D10 mo3Bossier
cuutath HD E BTOpBIM 1O Ba)XHOCTH aHOMAaJIbHBIM T'e€MOTJI00MHOM (IOCIE
Hb S). IlepBuuHbIM oOuarom, Mo-BUAMMOMY, sBisieTcs Kammyuws, riae
Cpeau OTACIbHBIX KOMEPCKHUX IJIEMEH BcTpeuyaetrcs A0 37% HocHuTeneu
nandHoit anmomamuu Hb. Ilomumo Kamnyuun, OH [AOBOJBHO YacTO
BcTpeyaetcs B Jlaoce (o 28%), Taunange (15-25%) u bupme (15-16%)
U B McHbIeH crenenu (2-7%) B Manaiiszuu,Beetname, Ungonesuun, lpu-
Jlanke, a Takxke B HEKOTOpbIX panWoHax WMuauum, banrmanex Kwuras
(Makao). HocureabctBo 3toro Hb oOmapyxkeno B Hemane u Typuun
(mpeuMyIIecTBEHHO Cpeau TIOPKOB), B Y30ekuctane u TamakKUKHCTaHE
Enunuunbie cayyan oTMedeHbl B A3epOaiigxane.

I'omo3uroTnas remorno6unonatuss E (EE) xapakrtepusyercs Jserkoi
FeMOJIUTHYECKOW aHEMHUENW CO 3HAYUTEJIbHBIM KOJIMYECTBOM MHIIE-
MEeBUIHBIX KJIETOK B mnepudepuueckoi KpoBuU. [IpomaomKkuTeabHOCTh
KU3HU 3PUTPOIMTOB yKOopoueHa, ypoBeHb Hb E coctaBiset oxono 90% c
Hebonpmoi mnpumechio Hb F. VYV rereposuror anemuss OTCyTCTBYET,
uMmeroTcs mumeHesuaasie Kietku ¢ 20-60% Hb E, ocransHOe cocraBiser
Hb A.

l'opazmo Oonbmuii KIMHHUYECKUH HMHTEPEC MPEACTABISACT JBOWHOE
reTepo3UroTHOE  COoCTOossHHe-reMoriobunonatus E-tamaccemusa. 3Ito
3a00JieBaHUE M0 TSKECTH SABISAETCSA 00Jiee CEphE3HBIM, YeM TOMO3UTOTHAS
remorinobounomnatuss E, u mnpubnuxaercs K OOJNBIIOW TajacceMHUU
(XxapaKTepHbIE PEHTTEHOTPAMMBI KOCTE€H C BBIPAKEHHBIMU HU3MEHEHUSIMH,
MPEeAPACTIONOKEHHOCTh K HHQPEKIUSAM, allIaCTUYEeCKHUE KpPH3bl, WHOT/AA
MeranoOnacto3). HMHorma  MokeT  HAOMIOMAThCA  TUMEPCIICHHU3M.
Onexktpodopernueckas Gopmyna tuna EF, mspenka ormeuator E+F + A.
Conepxxanue Hb F (mo cBemeHusM pa3sHBIX aBTOPOB) BapbupyeT oT 1,9 10
85%.

JInarHOCTUKA OCHOBBIBAETCS HA JaHHBIX U3YUYEHHUS CEMbU: Y OJHOIO U3
ponuteneil OONBHOTO OOBIYHO OOHapyXuUBaeTca Majas (MM Jaxe
MHHUMaJIbHAs) TallacceMus, a y apyroro-anocurenbcTBo Hb E. Jleuenue
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NPUHIUIIHATIBHO HE OTJIMYAETCS OT TAaKOBOTO MPHU OOJBIIONW TallaCCEMHHM.
Nnentuduramus HbDPunjab u Hb E na tepputopun CCCP Bmepsbie
OCYIIECTBJICHA OJHOBPEMEHHO B [[eHTpambHOM MHCTUTYTE TE€MAaTOJOTHU U
nepeauBaHus KpoBu MuHuctepctBa 3apaBooxpaHeHuss CCCP wu B
HanyoHanbHOM MHCTUTYTE TeMaTOJIOTUM U mnepenuBaHus kposu BHP B
paMKaxX MEXKHHCTUTYTCKOTO HAYyYHOTO COTPYIHUYECTBA.

Kommaynael mo remoryioounonatussm S u D. Ilox nazsanuem HbD
O00BECAMHSAIOT pa3IUYHbIEe BUABI reMOTIIOONHA, He oTaensoomuecs ot Hb S
anekTpodopeTUdeckn B KpaxmainbHoM rene npu  pH 8,6 wu
xpomatorpapuuecku. B ornuune ot Hb S 3t Gesiku pacTBOPUMEI B BOJIE
U TI0OPTOMY HE BBI3BIBAIOT 00pa30BaHUS DJPUTPOIUTOB CEPIOBUIHOU
(bopMBI.

OTHOCHTEIILHO XUMHUYECKOTO CTPOCHHS, HEKOTOPHIC TeMOTJIO0OMHBI THTIA
D xapakTepu3ymwTCs HaJIHMYUEM CTPYKTYPHBIX H3MCHCHHH B a-ICNH,
apyrue - B uenu.

Knuanyeckas xapTtwmHa 3a0o0JieBaHHSA, OOYCIOBJICHHOTO MPUCYTCTBUEM
Hb S/D, HeoaHopoaHa; oHa TpeACTaBIsieT COOOW T'EMOJUTHYECKYIO
AHCMHIO C PA3JIMYHOMN TSIKECTHIO CUMITOMATUKH.

PazHooOpa3ue BapwaHTOB TedcHHsS 3a00JIcBaHUS B OOJIBIICH CTENCHHU
OTpeNIesACTCS CKOpee MPUCYTCTBHEM TOTO WM WHOTO THIIAa IeMOTJIO0HWHA
D, yem remornoObuHom S. B HacTosimiee BpemMs H3BECTHO He MeHee 9
pPa3HOBHJHOCTEH TeMOTJIOOMHOB, uMewmmuUx cxogneie ¢ Hb S
AIEeKTPOdOpEeTUIECKUE XapAKTEPUCTUKU U 00BbEeIUHSAEMBIX O]l HA3BaHUEM
HbD, xoTopbsle MOryT BCTpeYaThbCsl B YEJIOBEYECKOM OpraHu3Me B
komOunanuu ¢ Hb S. M3 Hux aumse oamd remornodoun D (Ilemmxa0d)
criocoOeH  BbI3BaTh  kiuHMYeckue  mnposiiaenuss  CKA;  oanako
KOMOMHUpOBaHHBIE TeMorjoouHonatuu S u D Ha mpakTuke BCTpedaroTcs
penko. Ilpm omnmucanum TakuxX CciaydyaeB OTMEYAlOT, 4YTO KIMHUYECKas
KapTuHa OOJIE3HU OTJIMYAETCA HECKOJbKO OOJIbIIEH TSIKECThIO, YEM MPHU
tunudHoit popme CKA; crnimeHomeranus OOHApPYXKHUBACTCA y TPETH
O0onpHBIX. TeM He MeHee HaM MPUXOJUJIOCHh HAOJII0IaTh TeueHUe 00JIe3HU
C OYEHb TSKEJIBIMHU KIMHUYECKUMH MposiBIeHUsiMU. [Ipu 3aboneBaHuUsX,
BbI3BaHHBIX codeTanuem HbD S/D, B Ma3ke KpOBU OOBIYHO BBISBISIOTCS
AHU30IIUTO3, MOUKHJIONMTO3, SPUTPOLUTHI, OKPYKEHHBIE «OPEOJOM» U
CepHOBUIHON POPMBI.
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Puc. 37. BonsHo#t remornobunonarueit S/D Ilenmxab ¢ Tshkenon
KJIMHEKO-TeMaTONOrHYeCKoi KapTHHOH, BhIpaxkeHHas renaToMerajus
caepa). OTYeTIMBO BUIHB! KOMIATEpPAIbHBIE COCYABl B 001acTH
’KMBOTa (TIOKa3aHBI CTPENKAMH) y TOrO ke OOBHOTO (Cipasa).

®oto 7 A ub. ®oto u3 nHabmoaenne F0.H .TokapeBa ¢ coaBTOpoM.

MonekyasipHasi ~ reHeTHMKa  reMOrJI00MHONATHH: COBpPEMEHHbIEe
noctwkenuss.Hagano 80-x romoB B ydyeHHHM O TeMOTJI00MHAX
O03HAMEHOBAJIOCh PE3KUM YBEIUYEHHEM Yncia padoT, MOCBIMICHHBIX
MOWCKaM H OOHApYXKEHHIO TOYHBIX HYKJIEOTHAHBIX mepecTpoek JHK
rI100MHOBBIX T€HOB MpPU TajlacCeMHUYECKUX cuHApomax. [Ipeamoceinkamu
A7 3TUX paboT cTalW TOoYHAs TMEPBUYHAS CTPYKTypa BCeX TIOOMHOBBIX
FeHOB YeJIOBEKa C MpUJIeKAU[UMH TOCIEA0BATEIbHOCTIMH, JOKa3aHHAas
reHeTHYecKass TeTePOreHHOCTh TEMOTJIOOWHOMATHH W  MOJACIbHBIN
XapaKTep TallacCEeMUU KaK HACIEeACTBEHHO 00YCIOBIEHHOTO paccTpoiCcTBa
O€JIKOBOTrO0 CHUHTE3a. B oTinune OT aHOMAaJIbHBIX Te€MOTJIO00MHOB, MOpHU
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HOCHUTEJIbCTBE KOTOPBIX BO3MOXXHO OIIpEIAEICHUE JIOKATHU3aLUUU U Xapak-
Tepa HYKJIEOTHUJAHOW 3aMEHbl HA OCHOBE OOHApyXE€HHOW aMHMHOKHCIOTHOMU
3aMEHBI, TAJIACCEMUU BO3HUKAIOT B PE3YJbTATE MYTALlMU B PETYIUPYIOLIUX
CKOPOCTb DKCIPECCUU TI'e€Ha 30HAaX, NEPBUYHYIO CTPYKTYpY KOTOPBIX U
pacuiu@poBBIBAIOT.

IIpenaTajibHasi AUATHOCTHKA remMorjo0umHonatuu. [lepBrie TOMBITKH
MPOBECTU MPEHATAJIbHYIO JUATHOCTHUKY ILIOJA Y MAp C PUCKOM POXKICHUS
pebeHka, cTpaaamllero cMepTesbHON (GopMOl remMoriioonHonaTuu, ObLIN
ocymecTBieHsl B 1974 r. K Tomy BpeMeHU OBbIJIO M3BECTHO, YTO BOJSHKA
minona, wumeromero Hb Bart’s B a3uarckux mnonyiasuusx, BbI3BaHa
nelenued BCEX YEThIpEX O-T€HOB, W O3TO MOXHO 3a(UKCUPOBATH
kIHK/JHK-rubpunusanueii; 4ro npu TOMO3UTOTHBIX [-TaracceMusix
CUHTE3 P-uemneil pe3ko YrHeTeH, M 3TO MOXKHO OOHApyX UTh METOAO0M
OuocuHTe3a INVitro. MonekynspHas npuponaa nepeKta mpu CeprnoBUIHO -
KJIETOYHOM aHeMuHu Oblla M3BECTHA AaBHO. TakuM 00Opa3zoM CO3JaJIUCh
OPEANOCBUIKM JUISL TMOMBITOK JHArHOCTHPOBAThH IN Utero »tm Hambolee
pacnpocTpaHeHHbIe TEMOTJIIOOMHOTATHU CO CMEPTEIbHBIM UCXOJI0M.
MeTtoa onpeae/ieHHs TeHOTHIIA IJIOA MIyTeM M3MepPeHHsi CKOPOCTH CHHTe3a
IJI00MHOBBIX memneii iNvitro. ITockonbky aiist OONBIIMHCTBA [-TadacCeMHUi
He HaWneHo Ttakoro nedekra JHK, koTopeii mnerko oOHapy>XHUTh
rubpuausanueid WM pecT PUKIIMOHHBIM aHAJINU30M, KaK 3TO MOYHO JIeJaTh
OpH 0-TaJlaCCEMUM B TE€X ClydasX, KOrjJa POIUTENU TETEPO3UTOTHBI IO
reHy f-TajacceMuu B PETUKYJIOIUTAX IJIOJA UBMEPSAIOT CKOPOCTh CUHTE3a
B-ueneit [2] KpoBs OepyT aub0 ¢ moMombi (HETOCKOMUH U MYHKIIUU
COCylnoB, JHM0OO TyTeM achupanuu IUIAlEHThl T1OJ  KOHTPOJEM
yIbTpacoHOTpaduu ONTUMAJBHBIH CPOK OepeMeHHOCTH mpu 3ToMm -18-20
Hen. [lomydyaemblii o6paszen; CONEepKUT CMECh MATEPUHCKUX U (eTalbHBIX
kietok. [locie mpoBeneHUs cTaHAApPTHOW MpoIEenypbl HHKYOAllMU KPOBH
¢ meyeHHoM H wunam C aMHMHOKHCIOTOW CTaparoTCs BO3MOXKHO MOJIHEE
OCBOOOJUTHCS OT MATEPUHCKUX KJIETOK, BHOCAIIUX apTedakThl B H3-
MEHAEMYI0 CKOpPOCTh cuHTe3a. [Jlnmg »sTtoro wucmonp3yroT aubo
nudpdepeHunanbHy0 arrjJlOTHHAIIMI0 JSPUTPOLUTOB AHTHUCBIBOPOTKOM,
nubo nuddepeHUaIbHBINA TN3UC, OCHOBAHHBIN Ha PAa3HOW KOHIICHTpAIUH
kapOoaHTUIpa3 B MaTePUHCKUX U (eTadbHBIX KiIeTKaX. OMbIT MOKa3bIBAET
4TO beTockonus c LEIbIO0 NpeHaTaJIbHOU TUArHOCTUKH
reMOTrJIOOMHOIATHH MPEAMOUYTUTEIbHEE: MCHBIIE OCIOXKHECHUN U OOJBITHI
nporeHdeTanbHBIX KIETOK B obpasme [7,8]. Hambomee dacTbhiMu
OCIIO)KHEHMSIM! TMpU B3SATUM KPOBU y IUIOAA OBIBAIOT BBIKUJBIIIH,
AMHHOHUT U MPEXJe BpeMeHHas CMEPTh MI0Ja.

MeTon omnpeneseHuss TeHOTHNA IJIOAA MYTeM AHAJIM3a AHK-TJI00MHOBBIX
reioB B ¢uOpodIacTax AMHHUOTHYECKON IKHIAKOCTH. OTOT METOJ, B
OTJAWYME OT NpPEeAbIIYylIEero, B 3HAYUTEIbHOW MeEpe JIMIIEH OMAaCHOCTHU
CMEpPTU IJI0Ja, OJHAKO 10 MOCJIEIHEr0 BPEMEHH JIUIIb JI€JCIHOHHBIC
dbopMbl  0-TajllacCeMUU  MOTJIM  OBITh  OOHApyXKEHBl  METOJaMHU

71



MOJIEKYJISIpHOW  reHeTuku. IlpaBma, ¢ OTKpPBITUEM CLEIJIEHHOCTH
CEpHOBUIHO-KJIETOYHOW MYTAllMU C MOJTUMOP(HU3MOM CaUTOB PECTPUKLIHUU
Hpa 1 B pailione, mpuieraromeM K 3 KOHIY P-TJIOOMHOBOTO TE€Ha, U
3HAYUTEJbHBIM  MPOTPECCOM B  PECTPUKIMOHHOM  KapTUPOBAHUHU
TQJIACCEMUYECKUX TE€HOB CTAaHOBUTCS OYEBUIHBIM, YTO YCJIOBHUS NpH-
MEHEHHUSI METOJa MOTYT U JOJKHBI ObITh pacmupensl [11]. Texuudeckoi
CI0XHOCTBIO METOJA CJEAYET CUYHUTATh HEOOXOJUMOCTb JUIMTEIbHOTO
KyJbTHBHpOBaHUs GubpobdiacToB In Vitro.

AMHUoOILIEHTe3 NpoBOAsAT Ha 13-15-i1 Henene OepeMEHHOCTH, MOaydas
npubausutenbHo 20 MO aMHHUOTHYECKOW >KHMAKOCTH. PocT KylIbTyphl
BBIICTICHHEIX (GHOPOOIACTOB mpogoiKaeTcs 3-6 Hex g0 momydenus 10
KJIETOK, YTO JIOCTAaTOYHO JJIs JajibHeiiero aHaiau3a. M3omupoBaHHYIO
JHK 3atem nasepratoT nu6o xJIHK/JAHK-rubpunuzanuu, usmepss a03y
reHa B KJIeTKaxX MCCJIeNyeMOoTro Iiojaa, 1u00 o0paboTKe pecTpUKTa3aMH C
noclieyomei OUeHKOW KiacTepa TJIO0OOMHOBBIX TEHOB IO METOAY
Cayzepna: nsnekrtpodope3om B arapo3nom rene ¢parmentoB JHK c
NepeHoCOM  pazleluBIIUXCA (GpParMeHTOB HAa  HUTPO-UEJUIIOJIO3HBIE
GunbTpel W rubpuamsamuen Insitu co cneuuduueckorn kJAHK. Kak
YINOMHUHAJIOCh BBIIIE, METOJ MOXHO HCIIOJb30BaTh B JIOOBIX CIlyyasx,
koraa nedext B JJHK Bo3MoxkHO onpenenuts nubo rubpunusamnueid, aubdo
KapTupoBaHueM reHoB. K orpaHuyeHusiM MeTola CJleIyeT OTHECTH
npobiemy rereporeHHocTH nedektoB Ha ypoBHe [JHK y komnayHaos.

Kak BUAHO W3 H3JI0KEHHOTO, MpeHaTajlbHas IHArHOCTHKAa -00JbIIOE
NOCTU)KEHUE COBPEMEHHOW TIeMaTOJIOTUM, CTaBIIME PEaJbHBIM OpYKUEM
npo(uIaKTUKNA HACIEICTBEHHBIX PACCTPOMCTB CUHTE3a IeMOTJI0 OMHA.

AHEeMHH TeMOJUTHYEeCKHEe BceJaeAcTBHe Jedpekra MeMOpaH
spurpouutoB. ['pynma 3aboneBaHuii, B OCHOBE KOTOPBIX JieXar
FeHETUYECKH JIETEPMUHUPOBAHHBIC HAPYIICHUS CTPOMAJbHOTO OeNKa WIIH
JUMU0B MEMOpaH JPUTPOLMTOB, KOTOpPbIE NPUBOIIT K BBIPAXKECHHOMY
NOHU)KEHUIO YCTOWYMBOCTH KIETOK K YCJIOBHSAM CTa3a, THUIOKCUH U
anugo3a B cene3eHke. K 3a0oiieBaHUSAM ATOW TPYyMIbl OTHOCATCS aHEMUS
reMoJIuTH4ecKas c OBaJIOIUTO30M, aHEeMUs reMOJIUTHYECKas
MHKpocheponuTapHas Munkosckoro-lloddapa, aKaHTOI[UTO3
(abeTanumonpoOTEeNHEMHUS ).

AHEMHUHM 53TOW TpyNIbl XapaKTEPU3YIOTCS AyTOCOMHO-JOMHHAHTHBIM
TUNOM HacJeJOBaHMA, 3a MCKIIYEHUEM akKaHTouuTo3a. KianHuueckyro
XapaKTepUCTUKY OTAEIbHBIX (OPM CM. B COOTBETCTBYIOUIUX pa3jienax.

AHEeMHMHM TeMOJIMTHYECKHEe BCJeACTBUHE [e(PUUUTA AKTHBHOCTH
raraTuoHa.l'pynna HecPepouUTapHBIX TEMOJUTUYECKHUX  aHEMUU
pa3HOW CTeNmeHU BbIpa)XKeHHOCTH. OHU MOTYT OBITh 00YCJIOBJIEHBI
pPa3IMYHBIMU HApYUIEHUSIMU B CUCTEME TitoTaTuoHa. CUHTE3 IIOTaTUOHA
OCYILIECTBISAETCA CHUHTETa3aMW W3 TIJI0TaMaTa, LUUCTEMHA M TJUIHMHA.
AXTHBHBIN BOZOPOJ CyJIb(OTUAPUIBLHON TpyIbI TJIF0OTaTU OHA
UCTIOJIb3yeTCs (PEpMEHTOM TIIIOTATUOHIEPOKCHAA30M JUISI HEUTpaIU3aluu
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nepekuceil.  BoccTaHoBIE€HUME  OKUCIEHHOW  (GOpMBI  TIIIOTATHOHA
NPOUCXOAUT TNpU noMomM ¢GepMeHTa peayKTa3bl TJIOTAaTHOHA.
BoccTaHOBIEHHBIN TIIOTATHOH TPEIOXPAHSIET BaXHBIE KOMIIOHEHTHI
KJIETKH, & TAaKXK€ IeMOrJIOOMH OT JeHAaTypaluuu OKHUCIUTEISIMH, MEPEKUCS -
MM, MOHAMH TSXKEJIbIX MeTajaaoB. HapyumieHus B cucteme TJIIOTaTHOHA
MOTYT OBITH O0O0YyCHOBJIEHBI JeGUIUTOM JIIOOOTO U3 BHINIEHA3BAHHBIX
depmMeHTOB. KnuHuko-reneruueckue ACTEKThI CM. o/
COOTBETCTBYIOUIMMHU 3ar0JOBKaMHU.

AHeMHH TeMOJHUTHYECKHEe BceJeacTBHe Aepuuura QepMeHTOB
spurpountoB.HacnencrBenusii aeduuutr no kpaiiHeir mepe 18 u3z 20
U3BECTHBIX B HacTosmee BpeMs (HEPMEHTOB OJPUTPOIUMTOB MOXKET
COMPOBOXKJIAThCA TEMOJU30M B TMEPUOJ HOBOPOXKJIEHHOCTH, a TaKxkKe
sputpobiacto3om, aHemueu, runepoOunupyounemueii. B psage cinydaes
JeTH 1NorudarT  BCIEJACTBUE  BOJSHKM MO3ra MJIM  TMOpaXeHUs
OJIKOPKOBBIX TAHTJIUEB.

Hedextsl (GepMEHTOB JSPHUTPOIUTOB MOTYT OBITH pa3JeieHbI Ha 2
rpynnsl: [ -nedextsl rnukonu3a u Hapymenus metabonuzma ATOD. I -
nepexTsl mneHTo30-¢pochaTHOrO MNYyTH U HApyUIEHUS MeTabonau3ma
rJII0TAaTHOHA.

Cpenu nedektoB 1 rpynmnbl Hanboaee 4aCTO BCTPEUYAIOIMIUMCS SBJISICTCS
nedunuT nupyBaTkMHaA3bl. K Oojee penkum aedekTaM ITOW TPYNITBI
OTHOCSTCS neuIuT riarko3odocdar HU30Mepa3shl; neuIuT
Tpuo3zodocdhar wu3zomMepasbl, I KOTOPOH MOMHMO TEMOJUTHYECKOUH
aHEMHHU XapaKTEePHBI MPOTPECCUPYIONINE HEPBHO-MBIIIEUYHbIE HAPYIICHMUS;
nepuIuTh rekcokuHasbel U pochoppykToknHasbl. B nmocneanem cinyuae, B
OTJIWYME OT OCTaJbHBIX IEPEUYUCICHHBIX Ae(EeKTOB, HacIEIyEeMbIX I10
ayTOCOMHOPEIIECCUBHOMY  THUIly,  MpeJAIoJjiaraeTcss  HaclieJOBaHHeE,
ClleIUIeHHOe ¢ X-XpOMOCOMOM, Tak K€ Kak 1npu jaedumnure
dochorauneparkunaspl. OnucaHsl €IWHUYHBIE ciydau aedunura 2,3-
nudochorauepomMyTassl, raunepanpaerun-3-gocdaraeraaporeHassl,
2,3-nudocdornuuepar ¢ocdaraszsl, pudo3zodochar nupodochokuHa3HI,
aneHuniaat kuHa3el U ATdD-a3wl.

Hnsa nedexror Il rpynmbl xapakTepHO TO, YTO T€MOJIM3 HE HACTYyIaeT
CIIOHTAHHO, a WHIAYIUPYETCS  Pa3IUYHBIMU  (QHU3UKO-XUMHUUYECKUMU
dbakTopamu; KOHIIEHTpAlMsi  PEAYINUPOBAHHOTO  TJIIOTaTHOHA B
DPUTPOIUTAX HOPMaidbHA WJIM TOHWKEHA; CHUXKEHA CTaOUIBHOCTH
III0TATHOHA B TPHUCYTCTBUHM OKHUCIHUTENEH, a MNpu HMHKyOamwum
aneTUIGEeHWITUIPA3ZUHOM yCcHiIeHo ¢opmupoBanue tenen [ednma. U3
Hapymenuid Il rpynnber Hanbomee pacmpoCTpaHEHHBIM SABISETCSA AePUIIUT
rII0K030-6-hocharneruaporenssr  (I'-6-O/I'). Cpeaum Oomee peako
BcTpeuaromuxcs aepexton Il rpynmer onucans! ge pumut 6-gocdornokox
JIeTUAPOTEeHA3HI, TII0OTAaTUOHCUHTETA3bI, TIIOTATHOHTICPOKCHUIA3HI,
penyKTa3bl TIIOTATHOHA.
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HudpdepenunanbHbplii AMAar€Ho3 ¢ TEMOJIM30M BCIEACTBHE JPYTUX
NPUYUH MPOBOJUTCS METOAOM HMCKIIOYEHUS HECOBMECTUMOCTHU MAaTE€pPU U
pebeHKa Mo cucTteMaM KpOBHM, HHQEKUHH, CHHIAPOMA JbIXaTEIbHBIX
paccTpoOiCTB, BBIPaXKEHHONW aHOKCHH, CMEIIEHUsS] KPOBH MAT€pU U IIOAA,
CKPBITOTO KpPOBOTEUEHHUS, HACIEJCTBEHHBIX MOP(]OIOrHnUeCcCKUX aHOMAIUU
SPUTPOLUTOB.

Ha remonu3 BciaenctBue aedpunuta (GepMEHTOB YKa3bIBAIOT TaKHe
HecnenuupuyecKue AaHHbIe, KaK HAJIMYUE MULICHEBUHBIX KJIETOK, aHU30 -
U TOWKUJIONUTO3; MaKpPOIMUTO3;, moauxpoMatopunus, cHEporuTos
(nebunut raUKoNIUTHUYECKUX ¢depMmeHTOB); npu aedunute [-6-OJT
OTMEUaeTCs] MUKHOIMTO3 M MuKpocheporuto3 u T. A. Yacto nHaumbosee
TOYHBIM YKa3aHHEM Ha JepUIUT PEepMEHTOB ABIISIETCA KEJITyXa, MPOJI0JI-
kKaromasics M Mocle IepuojJa HOBOPOXAEHHOCTH. B kadecTBe
CKPUHUPYIOUIUX TECTOB OOJBIIYI0 MOMOIIb B JUAarHOCTHKE OKa3bIBAIOT
tenbua [eilHma, ykaspiBatomue Ha Jaedexkt rekcozoMoHodochaTHOrO
IIyHTa, W TOBBIINIEHUE ayToremMojnu3a, OOYyCIOBJIEHHOE HapylIeHUEM
1000T0 TIMKOIU3a (KOPPEKIUs C TOMOIIBIO TIII0KO03bI uin AT® yTouHUT,
B KakOM HMMEHHO TJuKoiu3e wumeercs nedekt). Pa3zpaboranHbl Takxke
IpOCThIE KaYyeCTBEHHBbIE MPOOBI HAa NePUUHUT Takux (pepMeHTOB, Kak [-6-
®JII', raroTtaTHOHpenyKTasa, TIKTATHOH MepokcHuaasa, Tuozodocdar
u3oMepasa, mupyBaTkuHaza. Bce 3T CKpUHUPYIOIHE TECThl MOMOTAIOT B
BHIOOpE  HAMpaBJIEHHUS  KOJMYECTBEHHOrO  aHaliM3a  aKTUBHOCTHU
omnpeneaeHHbIX (GePMEHTOB Yy OOJIBHOTO U €r0 POJACTBEHHHUKOB.

JleyeHne OCTPHIX TE€MOJUTHYECKUX COCTOSIHUUW COCTOUT B OOMEHHOM
nepeIuBaHUU KPOBHU WJIM BBEACHUU DPUTPOLUTAPHOM MacChl, BBIOOD
MEXAy KOTOPBIMH OCHOBBIBA€TCS Ha BBIPAXEHHOCTH AaHEMHHU W
runepounupyounemun. Ilpu nedunure akTHUBHOCTU reKcokuHaszbl, ATO-
a3pl, MUpPYBAaTKWHAa3bl, (ocdoriunepaTkuHasbl M JApYTrux (epmMeHTOB
SPUTPOIUTOB MOJOKUTEIbHBIN TepaneBTUYCCKUN 2 PEKT MOXKET 0Ka3aTh
CILICHIKTOMHS.

AHemMun reMoJuTHYECKHE, 00ycJIOBJIEHHBbIE HapylieHueM
CTPYKTYPbl HJIM CKOPOCTH CHHTe3a reMorJioouHa (remMorJio0MHO3BI,
remorjioounonatumn). ['pynma 3abosieBaHNi, B OCHOBE KOTOPBIX JICKHUT
HaJIW4YMe B  DPUTPOIUTAX  PA3JIUYHBIX  BAPHAHTOB  AHOMAJIbHBIX
reMorjio0MHOB BCJIEACTBUE MyTalun CTPYKTYPHBIX TE€HOB,
KOHTPOJIUPYIONIUX CUHTE3 0-, Y- UIH - 1eneil rmoduHa, 1ub0 CHUIKEHHE
CKOPOCTH CHHTE3a HOPMaIIbHBIX IIeTIel TI00MHA (TaJTacceMuM ).

B nactosimee Bpems pacmudpoBaHa cTpykTypa Oosiee 600 BapuaHTOB
aHOMAJIbHBIX TEMOTJIOOMHOB, B OOJBIIMHCTBE CIIy4aeB CBSI3aHHBIX C
3aMelIeHneM oJHOro ocHoBaHms B Mojekyie JJHK.(9,21,22) CnencTBuem
TaKuX MYTAIlUW SIBIASETCS 3aMEHa JIUIIb OJHOW aMWHOKHCIOTHI B IEMH
rao0uHa Apyro aMuHOKucIOTOU. ['opa3no pexe BCTpedarTCs MyTalluu,
BBIpAKAIOUIUECS YTPATOU YaCTU XPOMOCOMBI, CJIEJICTBUEM YEro SIBISETCSH
OTCYTCTBHE B II€NH TJIOOWHA OJHOTO WMJIM HECKOJHKMX aMUHOKHCIOTHBIX
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octaTkoB (meneuuu). [lpu o-TamacceMuu BCIEICTBUE CHUIXKEHUSI CUHTE3a
a-ueneil riobuMHAa MOXKET HabdAatbes 00pa3oBaHUE TETpPaMEPHBIX
TreMOTJIOOMHOB, COCTOSMIUX TOJbKO M3 U30BITOYHBIX P-menieid (Hb H) mnu
ueneit (HbBarts).

PasnuuHbie aHOMalbHBIC BapUAHTHl OTIMYAIOTCSA IO CTAOUIBHOCTH,
CPOIACTBY K KHCJIOPOAY, PacCTBOPUMOCTH, DJICKTPOPOPETUUECCKOU U
XpoMaTorpadu4ecko TOABHKHOCTH H JAPYTUM (HU3UKO-XUMHYIECKUM
cBoiictBaM.  Jlma  wAeHTHPHKAIMU  AHOMAJIBHBIX  T'e€MOTJIOOMHOB
MPUMEHSCTCS METOJ MENTHIHBIX KapT, MO3BOJSIONINA YCTAHOBUTH MECTO
U XapaKTep aMHHOKHCJIOTHOTO 3aMEIICHHUS.

Brigensiror Tpu bopmbl KJIMHHYECKHX NPOSIBICHUMN npu
reMOTrJIOOMHOUATHUSAX:  TSKEJbIe, XapaKTEepHU3YIOIIHECs BBIPaAXKECHHBIM
reMoJIi30M; JIETKUE, C OTCYTCTBHEM WJIHM cjJa00 BBIPaXXCHHBIMU
KJIMHUYECKUMHU TIPOSIBJICHUSIMU, TPOMEKYTOUHbIe (opMbl. Tsxkenbie
(GbOpMBI TEMOJTUTUYECKOW aHEMHU U HAOJII01A0TCA TUO0 y TOMO3UIOT, KOT/1a
HOPMAJILHBIH TEMOTJIO0MH A OTCYTCTBYeT WJIM KOJHUYECTBO €ro pPe3KOo
CHUIKEHO, JIM0O y TEeTEepO3UIOTHBIX HOCUTEJIEeH HEKOTOPBHIX BapHUAHTOB
HECTaOMIBHBIX reMOTJ100MHOB. Knununue ckue NPOSIBIICHUS y
reTepO3UTOTHBIX HOCHUTEJIeH OOJNBIIMHCTBA AHOMAJbHBIX T'€MOTJIOOMHOB
OTCYTCTBYIOT HWJIM CJab00 BBIPAXEHBI, OJHAKO TPH CIEIHAJILHOM
UCCIIeJOBAHUM OOHApPYXXMBAIOT aHOMaJIbHYH (pPakKIiuio, COCTaBISIONIYIO
oko0y10 50% oT Bcero reMorjo0OWHa MPU 3aMemeHusax B B-umenu u 10 25%
Opu 3aMelmeHus X B o-mend r1iao0uHa. Ilpomexyrodnsie (GOpMBI
HaOJIIOJAaI0TCS Yy TETEPO3UTOTHBIX HOCHTEJIEH HEKOTOPHhIX BapHaHTOB
HECTAOMJIBHBIX TEeMOTJIOOMHOB WM OOYCJIOBJIECHBI TE€TEPO3UTOTHBIM
COCTOSTHMEM JIBYX HEaJUIEJbHBIX T€HOB.

AHOMAaJIbHBIE TEMOTJIOOMHBI IO CBOEMY PACIpPOCTPAHEHUIO MOTYT OBITh
pa3jelieHbl Ha JABE TPYNIBI: [-IMUPOKO pacnpocTpaHEHHBIE aHOMAJIbHBIC
reMOrjJioOMHBl  CO  3HAYMTEJIbHOM  YAaCTOTOM B OMNpeaeJeHHBIX
reorpaduueckux 3ounax (Hb S, HbC, HbH, HbD); ll-penkue BapmanTsI
AaHOMAaJbHBIX TEeMOTJOOMHOB (BCE OCTaJbHBIC BUJBI, BCTpPEUAKOIIHECS B
OTIECIbHBIX CEMBbSIX B pa3JIWYHBIX YacTAX 3eMHoro imapa. Hawubomee
pacupocTpaHEHHBIMU dbopmamMu reMOTrJIOOMHOIATHH SIBISIIOTCSI
TaJlaCCeMUU " CEpPIOBHUIHOKIIETOYHAS aHEeMHS. Ocobenno
pacnpocTpaHeHbl reMorjoOuHonaTuu B cTpaHax Cpeau3eMHOro mops, B
Adpuxe, na Cpemnem Bocrtoke, B cTpanax IOro-Boctounoit Asuu. B
obiBIIeH TeppuTopuu Coro3a UMEIOTCS COOOIISHUS O 3HAYUTCIHHOM YHCIIC
clly4aen reMOTJIOOMHONAaTUH B A3zepOaiikane,
Tamxukucrane,Y3oekucrane u ['py3un.(1,7,10 u np).

CtpykTypa o-menu TJI00MHA HAXOIMTCS IOJ KOHTPOJEM JABYX Map

reHoB; -, y- ®W  O-IeNM  KOHTPOJHUPYIOTCS  Kaxjaas  mapou
COOTBETCTBYKOIINX TeHOB. Bce 5  I110KycOB  XapakTepusyroTcs
KOJJOMUHAHTHOCTBIO.
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Aberanunonporennemusi  (baccena-KopnuBeura  cuHapom).
'ematosornyeckue  HapyuleHUs:  TUNONPOTPOMOMHEMHUS,  AHEMWUS,
AKaHTOLUTO3.

AJBOMHHM3M TIJ1a30-KOKHbIH THPO3MHA3AHETaTHUBHBIN ¢
reMopparu4ecKumM AUATE30M " NUTrMeHTauueu
PETHKYJO03HAOTEJINATbHBIX KJETOK (repmaHcKoOro-nmyajaKa
CUHApPOM). XapakTEpHU3yeTCS MNOJHBIM OTCYTCTBUEM TIHIMEHTA B
Koke M raazax. Okpacka paayXKH BapbUPYET OT CBETIO-CEPOU 10
XKenTo-3eneHou. IlurmMeHT Ha riaa3HoOM JHE OTCYyTCTBYeT. [pyrue
ria3Hbple CHUMNOTOMBI BKJIIOYAalOT HHUCTArM, cTpabu3M, MHUOMHIO,
TUNIEPMETPONHI, acTUrMaTtu3M. Peakuus BOJOCSIHBIX JYKOBHII
TUPO3WHA3aHETaTUBHAA. I'emopparunueckuit CUHAPOM
XapaKTepU3yeTcs  yAJIUHEHHUEM BPEMEHHU  KpPOBOTEUYEHMUS,
NOBTOPHBIMU KPOBOTEUYEHUSIMHU, KPOBOM3JIHUAHUSIMHU, KOTOPBIE YACTO
ABJSIIOTCA  HEMOCPEJICTBEHHOW  MNPUUYUHOW  CMEepTHU  OOJIbHBIX.
'emopparuueckuif cUHAPOM O0OYyCJIOBJIEH Je@eKToM OJHOTO U3
bakTOpoB MIACTHUHOK. PeTukynosHpoTenuanibHble KJIETKH KpOBE-
HOCHBIX COCYJOB, MEYE€HHU, JUM(POY3JT0B U KOCTHOTO MO3Ta COAEpKar
O6osbpuroe KOJIMYECTBO KOPHUYHEBOTO 1781071 3€J€HO-CEPOTro
nepougonogqo0Horo mnurmeHtra. Haubonbumiee ero KOJHYECTBO
omnpenensieTca B MPOKCUMAJNbHBIX OTAeNaxX TYOyJIsipHOTO JMUTEIUS
IEYeHb M TOJICTOM KHIIKU. Ero mnpoUCXOXAEHUE CBI3aHO C
bocharugamMmu SpUTPOIUTOB.

Tun HaciaemoBaHUs ayTOCOMHO-peleccuBHBIH. CHHIPOM oOmNUCaAH
HermanskyPudlak B 1959

AHeMuu cujaepoaxpectuyeckue.l'pynna 3aboneBaHuii, B OCHOBE KOTO-
PBIX JIEKUT HApPyUIEHUE OJHOTO M3 ITANOB CUHTE3a I'eMa, BCIEICTBUE YETO
KEJe30 TJI0XO0 HCIOJIB3YEeTCs IS dPUTPONOI3a, XOTA COJEpKaHUE €ro B
OpTraHW3Me€ pEe3KO MOBBIMIEHO. [lepBble KIWMHWYECKHE CUMITOMBI MOTYT
NOSABUTHCA B JETCTBE, HO dHamle 3a0o0JieBaHHE pPa3BUBAETCSI B MOJOIOM
Bo3pacTe. OOmME CHUMIOTOMBI -0JIEIHOCTH, CJIabOCTh, YTOMJISEMOCTb,
JeTtaprusi, yMepeHHas  TemaTocCIUieHoMeraiaus. [ emaTonorudeckas
XapaKTEepUCTHKA BKJIIOYAET MHKPOIMTO3, THUIOXPOMHYIO aHEMHUIO,
OTJIWYHEM KOTOPOW SIBISIETCS TMPHUCYTCTBHE HEKOTOPOTO KOJIUYECTBA
HOPMOXPOMHBIX JPUTPOLUHUTOB HOPMAJLHOTO pa3zMmepa (auMopdusm),
HEOONBIION PETUKYIONMUTO3. B KOCTHOM MO3Te ompeneseTcss yMepeHHas
HOpMOOIacTUYECKAsl TUIEPIIIIAa3usl U KOJIBIIEBOW CHAECPOOIACTO3: SACPHBIS
APUTPOLUTHI, COAEp)KalINe OOJIbIIOE KOJIUYECTBO KEJie3a, HE CBA3AHHOTO
C TEeMOTJIOOMHOM, pacIoJiaralIierocs B BHAE KOJbIa BOKPYT sjpa.
YpoBeHb Kene3a TakKe TOBBIIIEH B CHIBOPOTKE KPOBU. Y POBHH
remoriioobnnoB F u Al HopmanbHbl. [IponONKUTENBHOCTh KHU3HU
SPUTPOIUTOB HECKOJIHKO CHUKECHA.

buoxumudeckn mpu aHEMHUSX OJTOW TPYNIBl dYame OTMeYaeTcs
CHUKEHUE COJIepKaHUs MpOoTONMOpPUpUHA B DHPUTPOIMTAX, TOTAA Kak
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colepXaHue KompomnoppupuHa TMOBBIILIEHO, YTO CBHUIETEIBCTBYET O
NOpaXeHUU (PEepMEHTHON CHUCTEMBbI, YyYacTBYyIOIIEd B 00pa3oBaHUU
nporonopdupuHa u3 konponoppupuna. Hapymenue cuaTesa rema MOXKET
ObITh M Ha NEepBOM JTame -HapymaeTcs oOpa3oBaHHE JelibTa-
AMHUHOJIEBYJIMHOBOM KHUCIOTHI U3 ajbpa-aMUHO-0€eTa-KeTOaAUIMUHOBOM.
Ota ¢dopma 3abojeBaHUS U3BECTHA T1OJ  Ha3BaHUEM  aHEMUS
cunepoOiactuyeckas XennbMmeiiepa (Heilmeyer u np., 1958). K asroii xe
IpyIIe OTHOCHTCS TaK Ha3zbiBaeMas aHemwus rumoxpomuas Kymu (Cooley,
1945), xoTs xapakTep NepBUUYHOTO JAepeKTa NpU HEHl He ObLI YCTaHOBJIEH.

Jleuenue: TpaH3UTOPHBIM TepaneBTHUYECKUU 3P deKkT Habma0aaeTCsS Npu
HEKOTOphIX (opmax oOT npuMeHeHus nupugokcaibpochara u (UiIm)
BUTaMuHa Bg.

Bce wu3BecTHble QOpMBI AaHEMHUHM OITOM TpYMNbl  HacleAyHOTCS
pPELECCUBHO, CUEMJIEHHO ¢ X-XpOMOCOMOM. Y TreTepOo3UroTHBIX >KEHIIUH
MOKET OBITh JIETrKas TUMOXPOMHUSI MPU OTCYTCTBUU AHEMUU.

AHeMusi amiacTuyeckassi (GaHKOHH (MAHMHEJTONATHHA KOHCTH-

TyUuoOHajJbHasA WHQAHTWIbHASI; MHeEJN03 AaNJacTHYeCKMHl  JeT-
cKkuii). XapakTepu3zyeTcsi YrHETEHHEM DJSPHUTPOI033a, T'PaHyJoNod33a, 4YTO
KIMHUYECKU MPOSBIACTCS aHEMHEH, JTEHKOUUTONEHUEH U TpOMOOTIeHH eH.
AHeMus  pa3BuBaeTca  nocteneHHo.  KpoBOTOYMBOCTH  OOMIIBHO
OPOSABIISIETCA JKXUMO30M, METEXUSIMHU, ODINHUCTAKCUCOM U KHUIICYHBIMU
KpoBOoTeueHUsIMHU. KpoBOU3NUAHUS B APyrue OopraHbl MEHEE XapaKTEPHBI.
Y 63% nereit oTMmedaeTrcs SI3BEHHBIH CTOMATUT, MO BHUAUMOMY,
BCJIEJCTBUE HEUTpOMENnuu, KOTopas OOYCIOBIMBAET MOBBIIIEHHYIO
BOCIPUMMYHUBOCTh K HWHQEKIUU, O0COOEHHO K CTa@UIOKOKKAM H
rpamMoTpuliatebHbIM OakTepusiM. CucTeMHOe yBeaudeHue JuM(poy3IioB, a
Takke cTaOuiIbHas renaTro- CIJIEHOMETalins He XapaKTEPHBI.
JleTn HHU3KOTO pOCTa, OTMEYAIOTCS HEIOPa3BUTHUE IMOJIOBBIX OPraHOB,
Mukportedanus, MUKpoQTalibMusi, KOCOTJIa3ue, KOpUUHEeBasi MUTMEHTAIIUS
KOXHM (MeJlaHOJEepMHsi), TMOYeUHas H CepJedHas HeI0CTaTOYHOCTbD.
[lepBble cCUMNITOMBI aHEMHU3AIUH BBISBISIOTCSA Yallle B Bo3pacTe OT 6 mec
1o 4 net, XOTS MMEIOTCS ONUcaHus 3a00JieBaHHUS U Yy HOBOPOXKICHHBIX.
Hepenko HacineacTBEHHas amjacTH4YeCKas aHEMHUs COYETaeTCs C
aHOMAaJUAMHU pPa3BUTUS cKejeTa (Ae(EeKT pa3BUTUA JYUEBBIX KOCTEH U
O0O0NBIINX MATBIEB PYK).

AHeMus, HEUTPOIIEHUS U TPOMOOLMTONEHHUS MOTYT OBITh BBIPAXKEHBI B
pPa3IMYHON CTENEHH, HO OOBIYHO MPUCYTCTBYIOT OJJHOBPEMEHHO. Y POBEHbD
Hb camxaercs gacto no 30-50 r/nm. AHeMusi OOBIYHO HOPMOIIMUTApHAS H
HOPMOXpOMHas. XapaKTepHbl OTHOCHTENIbHAS M, OCOOEHHO, a0COJIIOTHAas
PETHKYJOLUTOINEHIIs, HO 0e3 HopmoOnacTtoB. Heiftpomenus (uHornma mo
0/MM’) He COMPOBOKAAETCS MOSBICHHEM MONOABIX KIETOK MHEIOHIHOTIO
pana. Koym4yecTBO NJIaCTHHOK, OOBIYHO HOPMAJBHBIX, CHHUXKEHO [0
40TbIc/MM®.OTMEHaETCS TTOBBIIICHHE ypoBHS ¢deTtanpHoro HbD, Hackimenue
CBIBOPOTKHU JK€JI€30M M TpaHC(PEeppHUHOM, CHHUKEHUE MPOIOJKUTEIbHOCTH
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KU3HU JpUTpounToB. I[lockonpky oOmas rumomiasust KOCTHOTO MO3Ta
COMPOBOXK/JIAETCS OYaroBbIM €ro pa3pacTaHHEM, OLEHKY TIeMOoIo033a
ClenyeT MPOBOAUTH HA OCHOBE MOBTOPHBIX MYHKIUH B pPa3sHBIX MECTax H
O6uonicuu. J[J1s1 KOCTHOTO MO3ra MPH aNjJacTUYECKOM aHEMUHM XapaKTEpPHBI
MErakapuoOUMTONEHHS, HAJTUYue CKOIJIeHUM (pudpoOIacTOB, MOBBILICHUE
Yyrcja TKaHEeBBIX 6a30QuiIoB, TUMGOIUTOB U MIA3MATUUYECKUX KJIETOK MPHU
OTCYTCTBHHM HApYLICHUS CTPYKTYPHI KIETOK, MPU3HAKOB MAJIUTHH3AIUH U
MeTacTa3upOBaHHUS.

Amnnactudeckass aHEMHUs OTJIMYAETCS CTAaOMIBHBIM TEUEHUEM C
obocTpeHusiMu Ha (oHe HHPEKUUi, MEAIEHHONH, HO MPOrpecCUpPYyIOIIEH
peaxkuuell Ha TepaneBTUYECKHE BO3eCTBUA. [Ipu eCTECTBEHHOM TEUCHUH
BO3MOJKHBI TPH HCXOJa: CMEPTh B TEUEHHE T0Ja, peke B TEUeHUe 5 Jer
(HemocpeACTBEHHOW MPUUYMHONW CMEpPTH dalle SIBISETCS TeMOopparus Wiu
MH]EKIHs); CHOHTAHHOE BBI3JOPOBICHUE MOCIIE MEIJICHHOTO YIyYIICHHUS,
TpaHchopManusi B MapOKCH3MAJbHYIO HOUYHYIO T'eMOTJIOOYIHMHYPUIO WU
neiikemuro. IlporHocTuueckn HEOIATOMPHUSTHBIM  SBISIOTCS  OCTpOE
Haya’jo, BBIpaKEHHas HEUTPOIEHUS (MmeHee 250/mm°) U
PETHKYJONUTONCHUSI, a TakkKe TUM(POIMUTO3 B KOCTHOM Mo3re. Jledexr,
O-BUAUMOMY, KacaeTCsi CTBOJIOBBIX KJIETOK, KOTOPHIX JIMOO MPOCTO Malo,
aubo, 4to Ooyiee BEPOSITHO, CHUIKCHA HX PENpPONYKIHS W HapylleHa
nuddepeHunpoBKa.

Jleuenue: mepenuBaHue KPOBU WM (JIydIlle) SPUTPOLUTAPHON Macchl B
KOJINYECTBaX, 00eCleynBaOUX YBEIUYEHNE yPOBHS reMorioouna a0 7-9
r/100 MJ; IpU HOCOBBIX U KHUIIECYHBIX KPOBOTEUEHHUSAX OOBIYHBIE MECTHBIEC
MEpPONPHUSITHS: TOPMOHAJIBHOE JIEYUEHHE MEHCTPYaJbHBIX KPOBOTECUECHUH;
TpaHcy3uss mnnacTuHok. Cma3piBaHHME HOCAa U BiaxHas armocdepa
CHHMAeT 4YacTOTy »nucTtakcuca. Uto kacaeTcs WHAYKIUU pPEreHepanuu
reMOIMOATUYECKON TKaHM, TO Haubomee dSPPEKTUBHBI aHIAPOTCHO-
aHa0oJIMYeCKHe CTEPOUAbl, MeHee d(Pp(PeKTUBHA CIUICHIKTOMHUS, €IIe MEHEe
-k06anbT W (QUTOTEeMarrIIOTHHHH W  HauMmMeHee  d(PEKTUBHBI
KOPTUKOCTEPOUIBI, IKOpaj, Ouopai.

Tun HaciaegoBaHWA AayTOCOMHO-peUEecCUBHBbIM. [IpenMyecTBEHHO
Oosicror Mmanbunku. 3aboeBaHue BIiepBbie onucano Fankoni B 1937 r.

AHemus reMoJIiTHYecCKas BCJIe/ICTBHE nepuuuTa
ageHo3MHTpUupocharasbl. XapakTepusyercs HechepomuTapHoi
FeMOJIMTUYECKOU aHeMuen pasHoOu CTEIICHHU BBIPAKEHHOCTH,

NpOTEKAIIe ¢ TEeMOJUTUUYECKUMU KPHU3aMH, COMPOBOXKIAIIIUMUCS
remnaro- ¥ CIJIeHOMEeTaJuel W MOBBIIICHUEM COACpKaHUS MOHOB HATPHUS B
sputrponutax. [IposiBisieTcss B mepuosl HOBOPOXKIACHHOCTH WU B PAHHEM
BO3pacrTe.

B ocHOBe maToreHes3a JIEKHT HApyIIEHHWE TIMKOJIHU3a B IPUTPOIUTAX
BCJIEJICTBUE HeAOCTaTKa (hepMeHTa afeHO3uHTpUudochaTassbl.

Jledenue: mpW BBHIPAXKEHHOM CHIKEHUH COJEPKAHHUS TEeMOTJI00WHa
MOKa3aHo MepeTuBaHNE TEMOKOMIIAHEHTOB.
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3aboneBanune omnucano Harvald m gp. B 1964 r. Tun HaciemoBaHUs
ayTOCOMHO-IOMWHAHTHBIN C HEMOJHOM IEHETPAHTHOCTIO.

AHeMHsl TeMOJIMTHYECKAasi BCJeACTBHE JAe(pUIUTA TeKCOKUHA3BI.
XapakTepusyercs HechepouuTapHoi FEMOJIMTUYECKOU aHEMUEH,
npoTeKarmell ¢ uyepeloBaHUEM KPHU30B U OECCUMITOMHBIX MEPHUOJIOB.
Kpussl MOTryT mnOpoBOLUPOBATHCS MPUEMOM JIEKApPCTB, HHQPEKIHUIMU,
nepeoxynaxaeHueM. Bo BpeMs kpu3a OTMEUYalOTCs KEJITYIIHOCTh CKJEp H
KOXHBIX MTOKPOBOB, YBEJIUYCHUE MMEUYECHU U CEJIC3EHKMU.

[Ipu n1a60paTOPHOM HCCIIeJOBAHUU BBISBJISIIOTCS aHEeMUs
PETUKYJIOIMTO3, aHU30IUTO3. B OocHOBe 3a00JeBaHUS JEXKUT HApPYIICHUE
oOMEHa TJIIOKO3bl B DJPUTPOIUTAX BCiaeACTBUE naeduiuta GepMeHTa
reKCOKMHa3bl. B KkoMmiekc JedeHus o0053aTeNbHO [OJDKHO BXOJUTH
NPUMEHEHUE TIOKO3HI.

Tun HacnenoBaHWsS ayTOCOMHO-pelneccuBHbIM. Omnwucana 3Ta dopma
anemuu Valentine u ap. B 1967 r. B CoBerckom Coro3e onucan aecQUIAT
FeKCOKMHA3HOW aKTUBHOCTH B DJPUTPOLUMTAX TPU OJHOU wu3 ¢opm
rnukorenosza (JI. O. bamansu u ap., 1970). Bo3moxHO, peub HIET O
CIICTUICHUH T€HOB.

AHeMHSI TeMOJIUTHYECKAs BeaeacTBue aepunura rexcodoc-
¢douszomepassnl. XapakTepHu3yeTcs TSKEJIOU XPOHUYECKOU
reMOJIUTUYECKOW aHeMHueld HechepoIruTapHOro THMA C  BBICOKUM
PETUKYJIOLMUTO30M, KEJITYXOU, CIIIEHOMETalIueH.

B ocHoBe mnaroreHeza 3aboiieBaHus JeXKHUT JedhuuuT (epMeHTa
rekco3zodocdonszomepasbl B IPUTPOLUTAX, UTO MPUBOJAUT K HAPYIICHUIO
paBHOBECHUsI MEXJIYy TJIHK030-6-pochatom m ¢dpykTo3o-6-dpocharom. B
pe3yiibTaTe HapyliaeTcsl TJIUKOJUTHYECKUNW MYTh YTUIU3AIUU TIHOKO3BI
DPUTPOIUTAMU M  YKOPAYMBAETCS MPOJOJDKUTEIBHOCTh HX IKU3HMU.
AKTHBHOCTH (pepMeHTa y TOMO3UTOT cocTaBisieT 10-25% oT HOpManbHOTO
ypoBHsA, y rerepo3uror -50%. Hepeako gedpunutr aKTUBHOCTH
rexkcodocdonzomepaspl 0OHApYKUBACTCS TakKe B JICHKOIIMTaX, MBIIIIAX,
CEJIE3EHKE U MEeYCHH.

Jleuenue: B 4YacTH cCJIy4aeB TOJOXHUTENbHBIH 3Pdekt mocturaercs
CIJIEHIKTOMHUEM.

3a0oneBanne ommcano Baughan m nap. B 1967 r. Tun Haciemo3aHus
ayTOCOMHO-PELECCUBHBIM.

AHeMHsI TeMOJHUTHYECKAs] BCJeACTBHE JepuuUTa TJII0OK030-6-
dpochar-geruaporenaspi(aHeMu NpUMaxXuHOBasd, paBusm).
XapakTepu3yeTcss TEeMOJUTHUYECKHUMHU KpH3aMH C TEeMOTJIOOMHEMHEH u
remMorjioounypueid. B »spuTpomuTax BBISBIAIOTCS XapaKTEpHBIE IS
3a0oneBanust  Tenpua  l'eiiHma.  HaGnrogaroTcss  aHU30UMTO3 U
MOWKUI0NUTO3. OCMOTHYECKAs] PE3UCTEHTHOCTh OOBIYHO B HOpMa, MHOT 1A
MOET OBbITh CHUXKEHHOW. B mepruoa reMoJIMTUYECKOro Kpru3a OTMEUYAIOTCS
cnabocTh, OJEAHOCTH C KEJITYIIHBIM OTTEHKOM KOXH, TeMIlepaTrypa
MOBBIILIEHA, BO3MOXHO YBEJIMYEHHE celie3eHKU. [loBBIIIEHO YHCIO0
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PETUKYJIOUMUTOB, a y JeTed paHHEro Bo3pacTa TMOSABIAIOTCS U
HopMmoOsacThl. ['eMOTrn00OMHYpUS MOXKET BECTH K OJUTYPUU U Jaxe
aHypuH. ['eMOJN3 2PUTPOIUTOB MPOUCXOIUT O] BIUSHUEM IpUeMa psia
JIEKapCTBCHHBIX U XUMUYECKHUX BEMIECTB -MMPUMaXHWHa, CyJIb(paHUIAMUIOB,
dbenaneruna, xuHuHa, acnupunHa, I[IACK, camununatoB, HadTanuHa,
ButamMmuHa K w np. YCuIEeHHBIH TEMOJIU3 SPHUTPOIUTOB MOXKET OBITh
BBI3BaH TaKXXe MPUEMOM B THINY WJIM BIBIXaHUEM MBUIBIBI KOHCKHX 0000B
U HEKOTOPBIX JPYIrHX PACTUTEIBHBIX BEIIECTB, a TaKXKE BIHSIHUEM
UHTEPKYPPECHTHBIX  3a00JeBaHWW, BKIWOYas  BUpycHble.  OcCTpwIit
reMOJIMTUYECKUM KpU3 pa3BuUBaeTCid Ha 2-3-U JEHb MOCJIE BO3JICHCTBUS
yKa3aHHbIX (aKTOPOB U AJUTCA 3-7 nHEH.

Ecnmm npuem mpemapara, BBI3BABIIETO T'E€MOJUTHYESCKUU  KPH3,
NPOJIOJIKAETCSA, 4Yepe3 HECKOJbKO Heaedb (5-6) Kpu3 BHOBb MOXKET
IOBTOPHUTHCS.

Knunudecku paznuyaror 3 tTuna 3a0osieBaHuUs.

Tun 1  (maumbonmee  nerkas  ¢dopma)xapakTepuzyeTcss  Malioi
YYBCTBUTECIBHOCTHIO K TEeMOJU3MHIYIUPYIONIUM areHTaM,CHUKCHUEM
akTuBHOCTH ¢depMeHTa Ha 8-15%, BBHICOKOW PE3UCTEHTHOCTHIO MOJIOJBIX
sputporuToB. Tum Il (paBu3M) oTiauvaercs OoJiee TAKEIbIM TECUCHHEM,
00npIIe YYyBCTBUTEIBHOCTHIO K TEMOJUTHYECKHUM areHTtam (0COOEHHO
600aM), MEHbIIEH PE3UCTCHTHOCTHIO MOJIOABIX KJIETOK, B CBS3M C YEM
nedext 4acTo BBISIBJISIETCS y HOBOPOXJIEHHBIX B BHJIE
runepouIupyOuHeMun U siIepHON KeaTyxu. IMeroTcss JaHHbIe O TOM, 4TO
BITHONOTHHU (aBu3Mma, moMumo nedumnura I'-6-DJII", urpaer posb Kakoii-
TO JOIMOJHUTEIbHBIN IT'€HETHYECKU JAeTepMHUHHpOBaHHBIN (pakTop. Tum III
(maubonee TsDKEas dbopMma)BpoxaSHHAS HecepolHTapHas
reMoJuTH4YecKas aHeMHus, NMpU KOTOPOW, B OTIMYME OT MEPBBIX JIBYX, C
BO3pPAaCTOM HE HACTyMaeT KOMIICHCAIIHH.

Jleuenue: HeOOXOAUMO HUCKIIOYUTH MOBTOPHOE MPUMEHEHUE BEIIECTBA,
BBI3BABIIETO TE€MOJIM3; MPHU TIKEIOM TE€MOJUTHYECKOM KpPHU3E C PE3KUM
najeHueM  reMoriioOMHa,  TMOKa3aHO  NepeluBaHue  KpoBU. Y
HOBOPOJXXKJCHHBIX C HapacTarolmel HenpsAMOW runepOuanpyOouHeMueii BO
BpeMsl Kpr3a PEKOMEHIYETCs 3aMEHHOE TIepeTuBaHNEe KPOBH.

[IporHo3 mnpu CBOEBPEMEHHOM JHWAarHo3e W MOPEAYNPEKICHUH
nmomajgaHusi B  OpPraHW3M  BEIIECTB, BBI3BIBAIOIIIUX reMOJTu3,
0arompuATHBIN.

B maroreneze 3a0ojieBaHUS HWrpaeT peHIAIOIIYI poJib JaePUIuT
IJ1I0K030-6-hochaTaeruaporeHasbl  dPUTPOIUTOB, TMPH  KOTOPOM B
ASPUTPOIUTE MPOUCXOAUT OJOKUPOBAHUE MEPBOTO dTana oOMeHa TIHK030-
6-bochaTra B TEHTO3HOM IHKJIE, B pE3yJbTaTe YETO YMEHBINACTCS
KOJMYECTBO BoccTaHOBIEHHbIX HykiaeotuaoB (HAJD-H, u HAJI-H,),a
Tak’kK€ BOCCTAHOBJIEHHOW (GOpMBI TriaroTaTuoHa. B HacTosmee Bpems
onucano Oosiee 70 BapwaHTOB 3TOro ¢epMeHTa, pPa3IUYAIOUIUXCS IO
aniekTpodopeTuuecKom AKTUBHOCTH, TEPMOYCTOMYUBOCTH,
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OMOXMMHUYECKOW aKTUBHOCTH M CpoACTBY K cyOctpatam. I'en I'-6-®AI
JOKanu30BaH B  X-XpOMOCOME UM  XapaKTEepHU3yeTCs  HEMOJHBIM
JOMUHHUpPOBaHUEM. ['eTepo3uroTHeie J€BOYKH CTPAaAAlOT  MEHBIIE.
Haubonbmiee pacnpoctpanenue B paitone Cpeiu3eMHOMOPbBS.

B CoBerckom Cor3se Haumbosiee yacto aedunurt reHa [-6-OI (B

OTAENbHBIX cenaax a0 38% TeMO3UIOTHBIX MYKYMH) OOHapyXeH B
AzepOaiimxane, pexe B Tamxkukuctane [apkaBueBa P.®. (1966),
V36ekucrane cpeau nomnynasuuiyzoexos no 1%, Oyxapckux eBpeeB 10 3-
4%. (CanueB K.K. ¢ coaBt 1976).
AHemus reMoJIMTHYECKas BCJIEACTBHE aepuuuTa
rJIITATHOHNEPOKCHAA3bI. XapaKTepU3yeTCs FeMOJUTHUYECKON aHeMHEH,
BBISIBIISIEMO HEpEOKO B JETCKOM Bo3pacte. Bo03MOXHO pa3BuTHE
reMOJUMTUYECKUX KpPHU30B B  OTBET HAa HOpPHUEM  MEIUMKAMEHTOB
(cynbdanunaMuibl, BBICOKHE J03bl CAJTULHIOBOM KHCIOTHI M Ap.). B
SPUTPOLUTAX NPU HMHKYOaUMU € aueTUI(QEeHUITUIPAa3uHOM OTMEdaeTCs
obpazoBanue 6o0xabmoro yucnua remuel ['eifHua.

B ocHoBe 3aboneBaHus JexuT paepunutr QGepMeHTa TIHOTATHOH-
NepOKCUJa3bl B DJPUTPOIMTAX, B pe3yJbTaTe€ YEro Hapylaercs
pa3iioKeHHe MepeKuceil, OHM HAKaIIWBAIOTCA B SPUTPOLIUTAX, UTO BEJAET K
MOBBIIIEHUIO TeMOJIN3a.

Tun HacnenoBaHuS ayTOCOMHO-pelecCUBHBbIN. 3abojieBaHME OMHCAHO
Necheles u ap B 1967 r.

AHeMHsI TreMOJUTHYeCKasi BcJeAcTBUHe aeduuuTa 2-3-nudoc-
¢poraunepomyrtasbl. [lposBisercs aubO0 B JIETCKOM BO3pacTe B BHIE
yMEpEeHHOU aHEeMHHU, KENTyXH, MOBBIIIIEHHOTO colepKaHus

PETUKYJOLUMUTOB B KPOBH, CIIJICHOMETAJIMU; JTUOO HAUYUHAETCS C POKICHUS,
Xapaktepuszyercsi 0Oojiee TSKEIbIM TEUYEHUEM U MOXKET NPUBOIUTH K
JeTalbHOMY ucxony. Hemocratok ¢epmenTta crnocoOCTByeT MeTa-
OonuueckoMy OJIOKY TIMKOJM3a, TaK KaK HapymaeTcs Imnepexon 3-
dochoraunepodocdara B 2-pochoraunepodocdar, B pe3yibrare dYero
BO3HHUKAeT HeJocTarodyHoe obOpa3oBanue ATD u  jgakTaTtoB C
HAaKJIOHHOCTBIO DJPUTPOIUTOB K OoJjiee OBICTpOMY pa3pylICHHIO C
OJTHOBPEMEHHBIM Pa3BUTHEM METTEMOTJIOOMHEMUU.

Jledenue: oOmeyKperuIsiomas Tepamnus, AueTa, Ooratas BUTaMHHAMHM.
Cnnenskromus Mano d¢dextuBHa. [I[porHo3 Onaronpusi THHIN.

Hacnenyetrcs mo ayTOCOMHO-PEIECCHBHOMY THUITy, XOTS OIHCAHBI
cnydan 3a0oneBaHus poautTens M pebenka. Bmepseie 00 »stoit dopme
agnemuun cooomunu Prankerd u Howdler 8 1957 r.

AHeMHUs TeMOJIUTHYECKAsi BeJeacTBUE JeUIMTA MUPYBATKHHA3HI.
CuMnToMbl  3a00JIEBaHUSA  ONPEACISIOTCS  YaCTOTOM H  TSIKECTHIO
FeMOJUTUYECKUX KPHU30B W BBIPAXEHHOCTHIO aHeMuHW. B mepuwona kpusa
reMOJIU3 COMPOBOXKAACTCS yBEIWUCHHEM TIEUCHU M CEJIe3eHKH. B OoCHOBE
MaToreHe3a AaHEeMHUHW JEXUT JaedunutT QGepMeHTa DIPUTPOIUTOB -
MUPYBATKWHA3BI, AKTUBHOCTh KOTOPOTO MOXKET OBITh CHUIXKEHA OoJyice, 4eM
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Ha 70%. JlepunuTHble MO NUPYBAaTKUHA3€ SPUTPOLUTHI MOTJIOMAIOT MEHb -
e TJIIOKO3bl, YE€M HOpPMaJIbHbIE€ J3PUTPOLUTHl TOrO K€ BO3pacTa, H,
clenoBarenbHo, conepxkar MeHbme ATO, TepsaOT Kaaud U JETKO
paspymaroTcs B mnedyeHu u cenezéHke. s nedpuuuTa NUpyBaTKUHA3BI
XapakTepHbl  cleayoomue  jJabopaTopHble  IOKa3aTelu:  aHEeMMs,
PETUKYJIOLUHTO3, TUNEPOUIUPYOUHEMUS, DHPUTPOUAHAS THUIEpIIa3usl
KOCTHOTO MO3ra; B Ma3KaXx nepudepuyeckoil KpOBU ONpPEeIsOTCs
YMEpPEHHBbIH MaKpOIMTO3, MOJUXpPOMa3usi, HOPMOOIACTO3, HapyLIEeHUE
GbopMBl  SPUTPOIUTOB (AHU3O0UMTO3 M TOUKHUIIONITO3); OTMEYaeTcs
MOBBIIIEHHBI ayTOreMOJIN3, KOPPUTUPYEMBIH TONbKO fo0aBieHueM ATO,
NOBBIIIEHA  KOHIEHTpamus B kJjeTkax  2,3-nudocdornuuepara,
dbochornon-nmupyBara u 3-tpudocdorauiepara.

JleueHue COCTOUT B KOPPEKLUHU aHEMHUHU IMOCPEJCTBOM IMEpeIMBAHUSA
KpPOBU W JIPUTPOLUMUTAPIION MaCChl, MOTPEOHOCTh B KOTOPBIX HECKOJBKO
YMEHbIIAETCSI ~ MOCJIe  CIUIEHDKTOMMUM U NPOBEJACHUS  JICUEHUS
afieHo3uHTpUdoCcHOpHON KUCITOTOM.

Tun HaciegoBaHUsS ayTOCOMHO-PEIECCUBHBIN. 3a00jeBaHUE OMUCAHO
Tanaka u ap. B 1961 r.

AHeMHsI TeMOJUTHYeCKAasi BcJeacTBUe JeduIHMTAa PpeayKTa3bl
rIITATHOHA. XapakTEpU3YETCS TEMOJUTHUYECKOM aHEMHUEW JIETKOU
CTENICHH, BBISIBJIAEMOMN B paHHEM JIETCKOM BO3pacTe, COMPOBOXKIatomencs
PETUKYJOLUMUTO30M TMpPU  OTCYTCTBUM  H3MEHEHHMH  OCMOTHYECKOH
PE3UCTEHTHOCTHU; B TSDKENBIX CIydasiX pa3BUBAIOTCA aHEMHSs, KEITyXa,
renatocmieHoMmeranusi. OnucaHbl W JIpyrue BapUaHTBl TEUYEHUS.
[emonuTHyeckre KpuU3bl MOTYT HMHAYIUPOBATHCS JI€KAPCTBEHHBIMHU
npenapatamu (cynbdaHunamMugamu, AMUHOXMHOJIMHOBBIMHU
npemnapaTtamMu, aneTUJICATUIUIOBOM KHCIOTOW M Ap.). B spurpomurax
obHapyxuBaroT Teiblla [eiflHIla, KOTUYECTBO KOTOPHIX YBEIHYUBAETCS
oJ BO3JeicTBHEM aneTUI()EHUNTUAPA3HUHA.

B ocHoBe martoreHe3a 3aboJsieBaHUS JEKUT AebunuT QepmeHTta
penyKTa3bl  TIOTaTHOHAa, B  OTCYTCTBHE  KOTOPOTO  CHHXAaeTCs
BOCCTAHOBJICHHUE TJIOTATHOHA, UYTO CHOCOOCTBYET TMOBBIIIEHHOMY
pa3pyLIEHUIO YPUTPOLUTOB.

Jleyenue: B mepuOJ BBIPAXXEHHOTO T'E€MOJIM3a IMOKA3aHO MEpPEIMBaHUE
kpoBu. B wactm caywaeB »ddexkT gocTturaeTrcs TpU  JCUCHHUU
pubodiaBuHOM.

Tun HacnenoBaHHS ayTOCOMHO-pEIeCCUBHBINA. 3a0ojieBaHUME OMHUCAHO
Carson u ap. B 1961 r.

AHeMHsl TeMOJUTHYECKAsh BCJeJCTBHEe [e(PUUUTA CHHTETa3bI
rawratuona.Knunuyeckue nposiBiieHus BapuabeiabHbl. B ogHUX ciayyasx
HaOJIo1aeTcsl XpOHHUYECKass TeMOJUTHYEecKass HecpepouuTapHas aHEeMUs
(cpenHel TSKECTU WU TsKejasi), B APYTHUX -OCTPbIE TE€MOJUTHYECKHUE
KpU3bl B OTBET Ha BO3JCHCTBUE XUMHUYECKUX SJOB, MEIUKAMEHTOB,
00nyueHus, ynoTpeOJeHus: B MUY KOHCKUX 0000B.
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[Ipu uHKyOaUU >PUTPOUUTOB C AUETUIPEHUITUAPAZUHOM HACTyHaeT
obpa3oBanue Oonpuoro uyucia rtenen ['eitnuna. CoaepkaHue TIOTaTUOHA B
SPUTPOIMTAX CHUIKEHO BCJIEJICTBUE HAPYIIECHUS B CUCTEME €TI0 CUHTE3A.

JledeHue: B psjie ciydyaeB OTMEUYEHO YMEHBIICHHE CTENEHU T'eMOoju3a U
BBIPA)KEHHOCTH aHEMUU TOCJE CIUIEHAKTOMHUHU.

HacnenoBanue B 4acTH ONMCAHHBIX CIYy4YaeB ayTOCOMHO-PELECCHUBHOE,
B JIpPYTUX -0 TUMNY HEMOJHOrO JOMUHUpOBaHUs. BriepBrie nedekT onucan
Oort u np. B 1961 .

AHeMHSI TreMoJUTHYeCKas  BcaeacTtsue jaepuuura  docdo-
TIIOKOHATAErHAPOreHa3bl. XapakTepusyercs IIOHUKEHHOU
YCTOWYUBOCTBIO DJPUTPOUUTOB K TreMoyiudy. ['eMomuTu4eckuit Kpus
UHAYUUPYETCS TPHUEMOM MEIUKaMeHTOB (cyiabpaHUIaMUAbI, TPUMAaXHUII,
5-HOK wu np.) unum pa3BuBaeTcss BO BpeMsi HH(EKIUOHHBIX 3a0071€BaHUM.
[Ipu oTcyTcTBUM KpHU3a NePEKT KOMIEHCUPOBAH.

Tun HacJieJJOBaHUS ayTOCOMHO-JIOMUHAHTHBIN c MOJTHOU
neHeTpaHTHOCThI0. Onucana 3Ta popma anemuu Brewer u ap. B 1964 r.

AHeMHSI TeMOJUTHYECKAsl, 00YCJTOBJIeHHAsI HEeCTAOUJIbHBIMH TeMO-
riamoomHaMu (aHeMHsl HAHONATHYEeCKas ¢ TeablamMm reiiHma). K
HECTAaOMJIbHBIM TeMOTJIO0MHAM OTHOCST OK0JIO 50 BapraHTOB aHOMAaJbHBIX
reMorjioOMHOB, aMUHOKHCJIOTHBIE 3aMEIIeHUs] B KOTOPBIX O0YCJIOBIMBAIOT
HEYCTOWYMBOCTh WX  MOJIEKYJIBI K  BO3JECHUCTBUIO  OKHCJIUTEJICH,
HarpeBaHWI0, a TakXe K JPYTuM MOBPEXIAIOMUM  (PaKTopaM.
Knunnyeckue mnposiBIEHHS Y HOCUTEJIEH HECTaOMIIbHBIX T'e€MOTJIOOWHOB
BappUpPYIOT B IMMHUPOKUX mpeaenax. HMuHorma 310 OeccuMnTOMHOE
HOCHTEJIBCTBO Ui MHUHHUMaJIbHBIE KJIMHUYECKUE IPOSBICHUS
(remornoounonaruu Belfast, Mocksa, Tacorna, Hasharon, Okaloosa u
1p.). 3HAYUTENbHO Yallle OTMEYAeTCs] TeMOJIUTUUYECKas aHeMHs CpelHei
TSOKECTU C MPU3HAKAMU BHYTPHUKJIETOYHOTO T€MOJIH3a - KEJITYIIHOCTHIO
KOXXHBIX IOKPOBOB, HEMPSIMOW THUINEPOMIMPYOUHEMHUEH, YyBEIUYECHUEM
NPOJOJKUTEIIBHOCTH JKU3HU JOPUTPOLMUTOB, pa3ApakeHHEM KpacHOTO
pocTka KOCTHOTo Mo3ra. Hepenko HaGnmogaeTcss TMOCTOSIHHOE WU
NepUOANYECKOE BBIJCICHUE TEMHOW MOYHM, OOYCIOBJICHHOE BBIJEICHUEM
OUIEPPOJOB -NMPOAYKTOB aHOMAaJbHOro Karabonu3ma rema. Y OOJBHBIX
remornoounonaruamu Bibba, Savannah, Hammersmith, Sauthampton,
Casper o0bpIyHO OBIBACT TSKEAsi TEMOJUTHUUECKAsT AaHEMUS C BBIPAKCHHOUN
CIICHOMETaJINe, HEOOBIYallHO BBICOKMM peTHuKyJomuTo3oM (1o 30-50%)
cHMKeHneM remorinoouna npo 50-70r/a. JIna wocurenedr HbZurich u
HbTorino xapakTepHO pa3BHTHE FEeMOJUTHYCCKUX KPHU30B IMOCIE IpUeMa
cyab(haHUIaMUJOB U psija APYrUX JEKApCTBEHHBIX NpernapaToB, KaK 3TO
HaOJII01aeTCA npu neunuTe TJII0K030-6-pochaTaernaporeHassl

SPUTPOLIUTOB.
Baxupimu TECTaMH, MMO3BOJAIOIIUMHA YCTaHOBUTH HaJIu4ue
HECTAOUIILHOTO reMorjioomHa, SABISETCA HCCIEOBaHNE

TEePMOCTAOUIBHOCTH TeMorjoOuHa (Mpu HArpeBaHUU remMoliHzara a0 S50-
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55° HecTaOWIBHBII TreMOrJIOOWH BBIIAJA€T B 0OCAJOK) U OIpEAesieHUe
YCTOWYMBOCTH TEMOrJIOOMHA B pacTBOpPE HU3OMPONHUIOBOrO CHHUPTA
(HecTaOUNBbHBIN reMOTIOOUH BbIMAAAeT B OCaJ0K uepe3 5-15 MuH, Toraa
KaKk B HopMme HeOosbmoi ocagok mnosBiasercs uepe3 30-40 MuH).
DnekTpodOopeTHUEeCcKoe  HUCCleJOBaHUE reMorjioonHa  He  HMeEeT
a0COJIFOTHOTO 3HAYEHMs, TaK KaK JIUIb TMOJIOBUHA W3BECTHBIX B HACTOSIICE
BpeMsl HECTAOWJIbHBIX T€MOTJIOOMHOB OTIWYAETCA IO 3TOMY IOKa3aTello OT
HBA.

Jnst upaeHTHPUKAUMKU HECTaOWUJIBHOTO T'€MOrJOoOMHA HCIONB3YIOT METOJ
MENTUJIHBIX ~ KapT, TMO3BOJISIIONIMNA  yCTAHOBUTH MECTO M XapakTep
aMUHOKHCJIOTHOTO 3amelnieHus. [Ipu wuccienoBanuu nepudepuiyeckord KpoBH
HEPEJAKO BBISABISIOTCS aHU30- M TMOWKIUIONUTO3, MHUIIEHEBUIHOCTh W
0azodwibHas TMyHKTAIUs JPUTPOIUTOB. [Ipu BO3MEUCTBUU HA SPUTPOLMTHI
OKHUCIISIIOIINX ar€HTOB, HAIPUMEP KPaCKu OpUIIITMAHTOBBIN KPE3WJIOBBIM CUHHM,
HECTaOWJIbHBIE TEMOTJIOOMHBI TOJABEPraroTCA JCHATypallud | BBIMIAAIOT B
0CaJIOK B BHJIE MEJIKUX KPYTJIBIX BHYTPUIPUTPOILIUTAPHBIX BKIIOYEHUU. Y psija
OOJIbHBIX, =~ OCOOCHHO  TIEPEHECHIMX  CIUICHIKTOMHIO, TIPU  OKpackKe
HEOKUCIISIONIUMU KpackamMu (HampuMmep, KPUCTAUTUYECKUM (HUOJETOBLIM) B
SPUTPOIIUTAX BBIABIISIOTCS BKIFOUCHUS, Ha3bIBAEMbIC TeIbIIaMu | elHIIa.

Crnernuduueckoro JedeHus HET. Y 4acTh OOJBHBIX ONpPEETICHHBIN, XOTS U HE
MOJIHBIN, (D PEKT 1aeT CIICHIKTOMMUS.

3abonesanne onucano Cathie B 1952 r. moj Ha3BaHUEM «HMAMONATHYECKAS
aHemuss ¢ Ttenbiamu [elHuna». HecraOuiabHOCTH TeMoOrioOuMHA MpU ITOM
3a00/IeBaHUU M €ro CTPYKTypa BiepBble ompeaencusl Hitzig B 1960 r. B
Coserckom Coro3e onucanbl Temornoounsl MockBa, Bonra, Tacoma,
Sauthampton, Casper. AHOManuu CTPOCHUS TEMOTJIO0MHA, MPUBOISIINE K €ro
HECTAaOWJIbHOCTH, HACHEAYIOTCS KOJAOMHMHAHTHO, UYTO OOBIYHO  XOPOIIO
NPOCJIEKHUBACTCS B  POJOCIOBHBIX. Hapsimy ¢ ceMelHbIMH —CiydasiMu
BCTPEUAIOTCS  CIIOpaJnyecKkre, OOYCIOBICEHHbIE HEOMYTalleil U OOBIYHO
XapaKTePU3YIOIIUECS TSKEIBIMU KIMHUYECKUMHU TPOSIBICHUSMU.

AHeMHsI TeMOoJIuTHYecKasi, 00yCJI0BJIeHHAS MPUCYTCTBHEM reMOrJi001MHa
C(opI'JTY—-JIU3). TlpucyrcrBue remornoduHa C, eCld OH COCTAaBISACT 0
40% oT o0O0mero KoJWYeCcTBa TI'e€MOTNIOOMHA (IreTepO3UrOTHOCTh II0 TEHY
remorsioonna C), KIMHUYECKH HE mposiBisieTcs. OIHAKO MpPU HCCIIEIOBAHUU
Ma3KOoB MepupepruiIecKkoil KpOBU 0OHAPYKUBAIOTCS €AMHUYHBIC MHUIIICHEBUIHBIC
sputrporuthl. ['en HB C B TOMO3UTOTHOM COCTOSHUM WJIM B KOMOHWHAIIMHU C
IPYTUMH  AHOMAJHMSIMU TEMOTJIOOMHA MOXET TMPOSIBIATHCA TMPUCTYIAMU
reMoyin3a ¢ OOJIIMU B KMBOTE U CYyCTaBaX, >KEJITYXOH, YMEPEHHON aHEeMHEH,
FEMOPPAaruyeckKuM  CHUHAPOMOM. ODPUTPOLMUTHI  NEpUPEPUUECKON  KpPOBHU
MUILIEHEBUIHbIE, UHOT/Ia, OCOOEHHO MOCJE CIUICHIKTOMHUU, MOTYT CaJepiKaTh
KPUCTAJTMYECKHE BKIIFOUCHUSI.

3ameHa TJIyTaMHUHOBOM KHCJIOThI Ha JIM3UH B 6-M MOJIOKEHUH [-LIenH
M3MEHSAET CYMMApHBIA 3apsifi MOJIEKYJIbI U MPUBOAUT K PE3KOMY 3aMEJICHUIO
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€ro  ANEeKTPo(OPEeTHUYECKOW  MOABUKHOCTH.  DJIEKTPOOPETHUECKH  MpH
remoryioonHonatuu C BBISBIIAETCS TaKXKE IMOJHOE OTCYTCTBUE TEMOTIIOONHA A.

BonbHble 00BIUHO He HyXAalTcss B remorpaHcy3usax. CIIICHIKTOMUS
MIPOBOJIUTCS PEAKO.

3a0oneBaHue pacrnpoCTPaHEHO, IIaBHBIM 00pa3oM, Cpenu KuTene 3anagHo
Adpuku, rae yacrota resa gocturaet 20%.

I'emornooun C onrcan Urtano u Neel B 1950 .

AHeMUsl TeMOJIMTHYECKAs, 00YCJIOBIeHHAS MPUCYTCTBUE-TeMorioounaD
(A;B.I'J1Y—TJIN). TlpucyrcrBue remoriioouna D. eciu oH cocraBisier 10
50% oT oO0umero KoauvecTBa TreMOriioOMHa (reTepO3UroTHOCTh MO T'eH
remoryioonna D), KIMHUYECKU HE TPOSIBIsAETCS. B rOMO3UTOTHOM COCTOSIHUH,
aub0 KOMOMHAIMM C JPYTUMH aHOMAaJbHBIMU TE€MOTJIOOMHAMHU MOXKET
MPOSIBIATHCA TeMoIuTUIecKuMu Kpuszamu. [Ipu snexkrpodopese remornodoun D
MUTPUPYET CO CKOPOCTh TeMOTrJI00MHa S, OJJHAKO B OTIWYHE OT MOCJIEIHETO, OH
UMEeT HOPMAJIbHYIO PAaCTBOPUMOCTb M €T0 HOCHUTEJIILCTBO HE COMPOBOKIACTCS
CEPIOBUIHOCTHIO DPUTPOIUTOB.

I'en remornobuna D Hambosnee pacnpocTpaHeH B ceBepo-3amagHort MuHauw,
IJIe €ro 4acToTa B MOMyJsiiuu JocTuraeT 3%. 3HauuTeIbHO PEKe BCTPEUAOTCS
pazHoBuaHOCTH Temoriobuna D u Y36ekucrane (CanueB K.K 1986).

Ornucana 3ta ¢popma remoriodbuna Mrano B 1951 r.

AHeMHsI TeMOJIMTHYECKAs], 00yc/aoBIeHHass remorioouna E. [Ipucyrcteue

reMorjio0uHa E B reTepo3uroTHOM COCTOSIHUM KJIMHUYECKH HE MposiBisieTcs. B
TOMO3UTOTHOM COCTOSIHUM TMPHUBOJUT K YMEPEHHON aHeMHHM C MHUKPOILIMUTO30M H
MUIIEHEBUAHOCTBIO 3PUTPOLUTOB. B KOMOMHAIIMK C TeHOM [-TajacceMuu HaeT
Oospiyto Tamaccemuto (anemuto Kynn).
['en remornobuna E pacnpocTpaneH B HEKOTOpBIX rocynapctBax FOxkHou Azun
bupme, Taunanae, Uanonesun, Kammyunu, Manaiize. IMeroTcs cooOrieHus o
Cy4dasiX HOCHUTEJILCTBA JTaHHOTO TeHa B TamkukuctaHe (2% B €ro HMKHBIX
paiionax). 'emorno6un E onucan nezaBucumo Chernoff u np. u Itano B 1964 r.
AHeMHsI TeMOJUTHYECKAs, 00YyCJOBJEHHAs] NPUCYTCTBHEM (eTaJIbHOIO
remorsioonna. CymiecTByloT Tpu (GopMbl (IOMHMO TalacCEMHUU) aHEMUH,
00yCJIOBJICHHBIC COXpAaHCHHWEM CHHTe3a (eTajblforo reMorjioonHa (reMorJio-
ouna F).

[lepBoiii Tum -HEeTpUTSHCKUA. DeTanbHBIA TeMOrIoOuH coctaBiseT 15-30%
oT o0mero konmuecTBa remoriioonHa. Ha momto remornoOuHa A, B cCpemnHeM
npuxonurcs 1,6%. B rerepo3UroTHOM COCTOSSHUM T€H KIWHUYECKH He
nposiBisieTcs. B TOMO3UTOTHOM COCTOSIHUM TPUBOJUT K MHUKPOLIMTO3Y,
MOWKUIIOIMTO3Y, MUIIEHEBUIHOCTH SPHUTPOIUTOB. B KoOMOMHAIMM ¢ reHamu
JIPYTHX aHOMAJIBHBIX T€MOTJIO0NHOB (reMorIoonH S, remorinooud C) MpuBOAUT
K ITOJITHOMY OTCYTCTBHIO reMoriioonna A, Hb F.

Btopoii tun -rpedeckuii. @etanbHbIi reMoriodbuH cocrarisier 10-20%, Ha
J0JII0 TemMoriaobuHa A, nmpuxoautcs B cpeaHeM 2,1%. KnuHuuecku cxojieH ¢
HETPUTSHCKUM THUIIOM.
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Tperuii Tun -mBeinapckuii. deranbHblii remoryioduH cocrasuser 1-3%.
KinnHnueckue nposiBja€eHUs] HE ONHUCAHBI.

Ora rpynma 3a0ojieBaHMil  OOYCIIOBJIEHA, MOBHJIMMOMY, HapylUIEHUEM
IFeHETUYECKUX PEryJsTOPHBIX MEXaHU3MOB. BceTpedaercs cemeiiHble ciydyau B
depranckom nonuHe Y30ekucrtaHa B T AnmmwkanHb F-F-remornmo6unonatus.
(cM. hoT08)

®o108. Doto 6onpHAs XK-Ba X. IPOMEKyTOUHOM hOpMOi
B-tamaccemueit - F —remorinoOuHonaTHs

AHeMHsI TeMOJIUTHYECKAs] CePNOBHIAHOKJIETOYHAsl, 00YyCJI0BJIEHHAS
npucyrcTBueM remoryioouna S (oyf,; I'JIY—BAJI). CepnoBHIHOKICTOYHAS
aHEMHUS -rpymnna MaTOJIOTHYECKUX COCTOSIHUH, OTIpEICIIIEMBIX
remornoonHoBeiMH reHoturamMu SS, SC, SD wu ST-ramaccemus, To €cCTb
TCHOTHIIAMH, B KOTOPBIX II0 KpailHEed Mepe OJHWH W3 TeHOB OIpeaeiseT
NPOAYKIIMIO CeproBHIHOKIeTOUHOTO Tremorinoouna (Hb S). Hckmrouenue
COCTABJISAIOT JHUIA C TEHOTHIOM AS, KOTOpbhIE TMPAKTHYCCKH 3JIOPOBBI.
CepIoBHAMOKJICTOYHAsT ~ aHEMHUS  XapaKTepHU3yeTcs  XPOHUYECKOW  re-
MOJINTUYECKOW aHEMHUEH C MEPUOJNUECCKUMH KPU3AMHU.

[TatoreHes HapymieHMH TpH O3TOM 3a00JICBaHMM B HACTOSIIEE BpPEMS
MpeACTaBIsIeTCS ciaeayomuM obOpa3zoM. COCTOSIHUS THIOKCHMH W aIya03a B
OpraHu3Me NPHUBOIAT K OOpPa30BaHHMIO IOJYKPUCTAUIMYCCKHX TaKTOHJIOB (B

86



BOCCTAHOBJICHHOM COCTOSIHUM pPacTBOPUMOCTh remorioouna S B 50 pas
MEHbIIIE, YeM TeMorjiioonHa A), wu3MeHsmux GopMy 3PUTPOIUTOB U3
JUCKOWJIAaHOW B CEPIIOBHJIHYIO. DTOT IPOLECC COMPOBOXKIAAETCA 3aKyNOPKOU
KaMWUIPOB pa3pylIAIOMIUMUCS SPUTPOIIMTAMU, YTO B CBOIO OUEPEb SIBIISCTCS
MIPUYUHON JIOKAIBHOW WIIIEMUH, BIUIOTHh 10 WH(APKTOB B Pa3IMYHBIX TKAHAX U
aHoKcuu. Bo3HuKaeTr nmopouHsli Kpyr. IIoMMMO NOBBIIEHHON MEXaHUYECKOU
JIOMKOCTH, CEPIOBUHBIC YPUTPOLUTHI B OOJIBIICH CTENEHU MOABEPKEHBI pa3-
PYLICHUIO KJIETKAMH PETUKYJIOIHIOTEINATBHON CUCTEMBI, UTO O00YCIOBIMBAET
YCUJIEHHE TeMOJUTHYECKOro mpoiecca. HekoTopble NaHHbIE CBUIETEIBCTBYIOT
0 TOM, YTO KpOME TMIIOKCHUU U alli103a MEePEeX0/l SPUTPOLIMTOB B CEPIIOBUIHYIO
dbopMy MOKET MPOBOLMPOBATHCS U IPYTHUMU, TIOKA HE UICHTU(DUIIMPOBAHHBIMHU
BHEKJICTOUYHBIMU (PaKTOpaMH.

Knunnyeckoe TeueHue 3a0oieBaHUsl XapaKTepU3yeTcs 4YepeaoBaHUEM
COCTOSIHUSI OTHOCUTEIBHOM KOMIIGHCAIlUU W  KPHU30B, MPOBOIUPYEMBIX
dbakTopaMu, MPUBOJAIIUMH K TIEPEXOJIY IPUTPOIMTOB B CEPIIOBUIIHYIO .(popMY,
B TOM 4HClie MHOEKIUAMH, JTUXOPAIKON, PE3KUM M3MEHEHUEM OTHOCUTEIbHOU
BJIQXKHOCTHU OKPYXKAIOIIEH cpejibl, MeHCTpyauusiMu u Ap. C yBeTMYeHUEM YHCIIa
KpU30B HaAOMIOJaeTcs KyMYJISTUBHBIM 3¢p@deKkT B BUAE TeX WM HHBIX
OCJIO)KHEHUU. B CcTaOMILHOM COCTOSSHUM CTENeHb aHEMHHU KOJeOJIeTCsl, HO
KaXXJIbIH OOJIBHOM aJanTUPOBAH K CBOEMY YPOBHIO remoriobuna. [Ipu renotumne
SS konebanusa HaxomaTcs B mpenenax ot 6,4 1/400 M mpu  3,5%
petukynouutoB g0 10,6 r/100 mn npu 2% perukynouutoB. [Ipu renorune SC
3TH nUdpeI cocTaBisAoT cooTBeTcTBeHHO 7,2 /100 Mut ipu 3% peTUKYIOLUTOB
u 13,2 1/100 ma npu 2% petukynouutoB. [IpuMepHO y MOTOBUHBI OOJNBHBIX B
CTaOWJILHOM CTaJIMKd OTMEYaeTCs KEJITYUIHOCTh CKIEP, YPOBEHBb MPSIMOIO
ownmupyOuHa konebnercs B mpenenax ot 1,8 mo 3,0 mr%. Y OonbHBIX ¢
TeHOTUIIOM SS oTMeuaeTcs 3a7epKKka (U3MUECKOro pa3BUTHUS U MyOepTaTHOCTH.
YacTto BcTpewarorcst aedopMainms MajblieB MO TUITY «O0apaOaHHBIX IAI0YeK),
OOBIYHO COYeTalomasics C TrenaToMerajineil, mpuanu3M. Y OOJIBIIMHCTBA
OONBHBIX cTapiie 2,5 JIeT pa3BUBAETCS KOMIIEHCATOpHas Kapauomeranus. [lpu
TreHOTHIE SS CHUCTOMMYECKHH (QYHKIHMOHAIBHBIM myM otMmedaeTcs y 90%
O6onpHBIX, Tpu reHoTune SC -mumb y 13%. BcenenctBue 3HAYMTENBHOTO
CHIW)KCHHSI Tepuoja >KU3HH DSPUTPOLUTOB HAOIIOMAETCS KOMIICHCATOpHAs
TUNEPIUIa3rs KOCTHOTO MO3ra ¢ ICTOHYEHHUEM KOCTHOM TKaHM.

MexaHu3M TenaToMEeraluy MPU CEPIOBUIHOKICTOYHON aHEMHUU HE BIIOJHE
sceH. Pa3Mepsl medeHn y OJHOTO OOJNBHOTO MOTYT (IIIOKTYHpPOBaTh, HO 3a
WCKITIOUCHUEM TIePUOJIOB KPH30B, MOKa3aTeau (GYHKIMHA TEYCHU OOBIYHO B
HOpMaJIbHBIX Tpenenax» HaumHas ¢ 9-MecssaHOTO BO3pacta y psiga OOJNBHBIX
oTMeuaeTcsi QIIOKTYUPYIOIAasi CITICHOMETalusl, KOTOpasi JOCTUTAeT MaKCUMyMa
K 5-6 romam. 3artemM cene3eHKa  COKpaIllaeTcs W CTAHOBUTCA (PuUOpO3HOM
(ayTOCTIIIEHPKTOMHSI B pe3yIbTaTe MHOTOYUCICHHBIX HH(PAPKTOB). Y OOIBHBIX C
CEpPHOBUIHOKIETOYHON aHEeMHUEH YacTO OTMEYAlOTCS HOCOBbIE KPOBOTEUYEHHS,
MEXaHM3M KOTOPBIX HESICEH, HO, MO-BHANMOMY, oO0mmi [ wmexanmzmamu
BHYTPHTJIA3HBIX KPOBOMBIUSHUA W TEMAaTypPHH, TAaKKE CBOWCTBEHHBIX 3THM
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6onbHBIM. [lepuoabl kpr3a XapakTepU3yroTcs: OOJIIMHU B 00JaCTH KOHEYHOCTEH,
OOyCJIOBJIEHHBIMM ILIEJUTIOJIMTOM MSTKUX TKaHEH, OCTEUTOM, HH(papKTaMu U
Je30praHu3anuenl KOCTHOW TKaHU CO CKIIEPO30M U Pa3peKECHHUEM.

AHanornyHble U3MEHEHHUs C OOJIEBBIM CHHJIPOMOM MOTYT HaOJIOJAThCA U B
OpYyrMX  OpraHax M  CHCTEMax OT  JIOKAIBHOIO  TMOPaXEHHS  J0
ITEHEePAIIM30BAHHOI 0. bOJIEBON CHHIAPOM MOJKET CONPOBOXKAATHCS JIMXOPALKOM.
Jluxopanka Bcerja COIMNPOBOXKIAET OBICTPO HAPACTAIOUIYIO KEITYUIHOCTIO.
YpoBenb OunupyOuHa MOXKET ToOBbIAThea 10 28 wmr%. Ilokazarenu
(YHKIIMOHAJIBHBIX TEUYEHOUYHBIX TECTOB MOTYT JlaBaTh KapTHUHY TeMOJIHN3a,
renaTura Wik oOCTpyKUMU. Tak Ha3bIBaeMble CEKBECTpaJbHbIE KPHU3bl Xa-
pPaKkTEepU3yIOTCS OBICTPHIM YBEITUYEHUEM CEJIE3€HKH U BBIPAKEHHOW aHeMueH.
YpoBeHnb remMoryiobmHa MoxeT cHmwkatbess g0 30-40 1/1, a KoIM4YecTBO
PETUKYIOIUTOB Bo3pactath 10 4-8%. OTHOCUTENBHO penkoit (hopMor Kpuza
ABJIIETCS alulacCTUYeCKUil Kpu3. JJI1 Hero xapakTepHbl BbIpa)keHHasi ci1aboCTh,
aHEMHsI, OTCYTCTBUE PETHKYJIOLMTOB M IIOYTH IIOJIHOE OTCYTCTBUE KJIIETOK
KpacHOro poOCTKa B Ma3Kkax KOCTHOro wmosra. Yacro y OOJbHBIX C
CEPIIOBUTHOKJICTOYHON aHEMUEH Ha (JOHE CTAOMIIBHOTO COCTOSIHUSI OTMEYAIOTCS
NEPUOJIbl BBIPAKEHHOM JIMXOpaJKu 0e3 KaKoro-nmubo ompeneseHHoro Qokyca
UHQEKINU U U3MEHEHUSI TeMATOJIOTMYECKUX MOKa3aTeeH.

B crabunpHOM cocTossHUM OONBHOM C CEpIIOBUIHOKIECTOYHON aHEMUEH, Kak
npaBWiio, He TpeOyeT HuKakoro JyedeHus. HeoOxoammo, ogHAKO, MOCTOSHHOE
Habmonenne, npoduiakTruka HHGEKIUH, UMMYHU3AIUs, CaHAIUs TIOJIOCTH PTa,
KOXH U T. 1., yCUJIGHHOE TUTAHUE U TOCTOSTHHOE BBEJIEHHE (POTUEBON KUCIIOTHI.
Ecnu kpu3 compoBOXJaeTcss pe3KMM CHUXXEHHUEM YPOBHS TIeMOrJIoOnHa,
HEeoOXOauMBI reMoTpancy3uu. Ecnu, kak »3To yacTto ObIBaeT, Kpu3
COTPOBOXKIaeTCsd MH(EKIHEH, MTPUMEHSIETCS BeCh KOMIUIEKC CHEU(pUUECKUX U
HecneU(UUECKUX  MPOTUBOMH(EKIIMOHHBIX  MEPOIPHUSTUH. Nwmerotcs
COOOIICHUSI O BO3MOXKHOCTH MEIMKAMEHTO3HOTO BIHUAHMS Ha (EHOMEH
CEPIOBUIHOCTH C TOMOIIBIO TpermaparoB  (EHOTHA3WHOBOTO psila U
MIPOU3BOJIHBIX CATHMIIMIOBOM KHUCIOTHI. Tak, aleTWIMPOBAHHUE T€MOIJIOOMHA C
NOMOIIIO aCHUPHUHA MPUBOJIUT K CMSITUYEHUIO TSKECTU aHEMUU. Y CTAHOBJICHO,
YTO AacnupuH BbI3bIBaeT Onokany N-KOHIIEBOM aMUHOTPYIIBI TIEPBOTO
AMUHOKHUCJIOTHOTO OCTaTKa (5-Ieny BaJiMHA, Yepe3 KOTOPBIA OCYIIECTBISAETCS
BiusaKE 2,3-JIPI°, n3MeHSOmero cpoIcTBO reMoriaodnHa K Kuciopoay. Takas
MOAU(UKAINIS MOJICKYJIBI BEJIeT K MOBBIIICHUIO COACPKaHUS OKCUTEMOTI00NHA
Y TOPMO3UT PA3BUTHE CEPIIOBUIHOCTH.

CumnroMaTuyeckoe JjedeHue OOJel aHaJbreTHKaMU, CEeJaTUBHAS Teparws,
Npu JEeTHApaTallii -BHYTPUBEHHOE BBEIAEHUE KUIAKOCTH, B Cly4asx
YCTaHOBJIEHHOI'O alli/103a -IIEJIOYHBIX PACTBOPOB.

Haubomnee gacThiMi OCJIOKHEHUSIMH CEPIIOBHIHOKIETOYHON aHEMUU SIBISIFOTCS
XPOHUYECKUN OCTEOMUEUT, YKOpPOUCHHUE U AedopmMaliis KOCTeH; aCenTUYSCKUM
HEKpo3 M Jedopmanus CyCcTaBOB, Yalle Ta300€IpPEHHBIX; OJHOCTOPOHHSSA
CJIeNoTa M XPOHHMYECKHE A3Bbl HA HOrax, TaK K€ KaK XOJIEIUTHA3, XOJAHTHT,
XOJIEUUCTUT W TMPUANU3M, OOBIYHO XapaKTEepHbI [JIsi B3POCIBIX OOJBHBIX.
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OcTeoMHeNUT W apTPONMaTHsl 4YacTo TPEOYIOT OPTONEIUYECKOrO JICUEHUS.
Jleyenne  Opyrux  OCJIOKHEHHM  CUMIITOMAaTHYECKOE. I'enetnueckoe
KOHCYJIbTUPOBAHUE MPU CEPIIOBUAHOKIETOYHON aHEMHH J0HKHO OCHOBBIBATHCS
Ha TOYHOM ONPENIEJICHUU T€HOTUIIOB OTAEJIbHBIX YJIEHOB CEMbU C YYETOMTOIO,
uyro reH Hb A nomunupyer nang resom Hb S, Torna xak Bce Apyrue BapUaHTHI;
(Hb C, Hb D, B-tanaccemusi) siBISIFOTCS PELECCUBHBIMU TI0 OTHOIICHHIO K TeHY
Hb S. IlepBoe omnmcanue KIMHUKKA CEPHIOBUIHOKICTOYHOH aHEMHUU OBLIO
cnernano Herrick1910 r. B 1949 r. Pauling u np. cooOuiuim o Hamuuuu y
OONBHBIX  CEpPIIOBUIHOKJICIOUHOM  aHeMHell  HeOOBIYHOrO0  reMorjioOMHa,
OTJIMYABIIETOCS MPU 3JIEKTpoopese OT reMoraoOruHa 370poBbIX Jull. B 1956 r.
Ingram, wucrnonb3yss MeTOJ NENTUAHBIX KapT YCTaHOBWUJ, YTO TI'eMOTJIOOMH
00JIBHBIX ceprioBUAHOKIeTOUHOM aHemuer (Hb S) otnmnuaercst ot Hb A Tonbko
OJTHOW aMUHOKUCIOTOH B O-menu: 6-s1 amuHOkuciota oT N-konma B Hb S
npe/cTaBiieHa BauHOM, a B HD A - rimoTaMMHOBOM KHCIIOTOM.

Oomiee uncino Hocuteneit rera Hb S B Mupe npesbimaer 50 MIIH yesoBeK.
OcobeHHO MUPOKO pacrnpocTpaHeHo HocutenbctBo Hb S B Adpuke, rae
4acToTa €ro B HEKOTOPBIX palloHax Tpomuueckoro mosica gocturaet 40%. I'en
Hb S uacto BcTpewaercss Takke B OTHENbHBIX paiioHax ['pemnwuu, Typruw,
Nugun. B Coserckom Coro3e 1mocie TMepBOro COOOIIEHHS O cliydae
HocuTenscTBa HD S B 3akaBKka3zbe MOSIBUINCH JAHHBIC O 3HAYUTEIBHOM YHCIIC
OOJBHBIX, B OCHOBHOM a3zepOai/[KaHIIeB, CTPAAAIONINX CEPIIOBUIHOKICTOUHON
AHOMUEH.

AHeMHSI TeMOJIUTHYECKAs] C OBAJONHUTONUTO30M (JLUIMITOMTO30M).
OTHOCHUTCSI K TpYIIE TeMOJIUTHYECKUX aHEeMUil, OOYCJIOBIEHHBIX HAehEeKTOM
MeMOpaH sputporuToB. Ilpu 3Toit popme 3a0oneBaHUS PPUTPOLMUTHI UMEIOT
oBaJbHYI0 (Qopmy. VY mromed, wumeromux B KpoBu 10 80-90% Takux
APUTPOIIUTOB, KAKOW-THOO crieru(pUIECKON MaTOJIOTHU HE BBISBISIETCS, B CBSI3U
C dYeM DJJIHUNTOLMTO3 CUMUTAETCS aHoMajueHd, Oe3BpenHOl s opraHu3Ma.
Opnako B JUTepaType HUMEIOTCS cooOiieHus o Tom, 4to y 12% mrogeit ¢
OBAJIOIIMTO30M B TIEPHO]] HOBOPOXKICHHOCTH WJIH B MeEpBbIe 1-2 Mec KU3HH
MOJKET BBISBISITECA TEMOJUTHYECKass aHEMHUs B JIETKOW ¢opMe, JeueHue
KOTOPOH MpOBOAUTCS reMoTpaHchy3usiMu. TepameBTudeckuii 3GpdEeKT MOXKET
OBITh TIONIYYEH TaKXKe B pe3yJbTare CIUICHPKTOMUU. THUMN HacleqoBaHUs
ayTOCOMHO-JOMHHAHTITBIN.

AHeMHsl TreMOJHMTHYECKass MHUKpocdepounTapHas (MHUHKOBCKOIO-
mwodgapa 6one3nn). Hacnencreennsiit cdepormro3 (HC)-nanbonee pacmpo-
CTpaHEHHOE W3 HACJIECACTBEHHO IACTCPMUHHPOBAHHBIX HapyIIeHUH MeMOpaH
KpPaCHBIX KJIETOK KPOBH, MPUBOJAIINX K reMoiau3y. KiuHuka Haclie1CcTBEHHOTO
chepoMTo3  BKJIIOYAET TaKWe CHUMIOTOMBI, KakK TE€MOJHU3, AaHEeMus,
TUNEPOMIMPYOUHEMHSI  HETPSIMOTO  TUMA, CIJICHOMEraiusi, YyMepEeHHas
renaToMeranusi, BbIPAXKEHHOCTh KOTOPBIX MOXET VY pa3HbIX OOJBHBIX B
3HAUUTENIbHOW CTENEHU BapbUPOBATh, TaK K€ KaK U BO3PacT, B KOTOPOM
3a0oneBaHNEe TPOSBISACTCA. TedeHue 3a00JIeBaHMsI PEMHUTHUPYIOIIEE B BHUIEC
Yepe10BaHUsl TEMOJIMTUYECKUX KPU30B Pa3IMYHOMN JJIUTEIBHOCTH (B CPEIHEM
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10-14 nHeit) u TsKECTH ¢ 0€CCUMITOMHBIMU nepuojaMu. Yacto HaOI01at0TCs
[JIa3HOE CUMIITOMBI -MUKPO(TaIbM, aMEeTPOIUsl, BPOXKJIeHHas katapakTa. [Ipu
OTCYTCTBUHU BBIPQXKEHHOW aHEMUM POCT M Pa3BUTHE OOJbHBIX HE HApPYIICHBI.
He xapakTepHbl [J1s1 IE€TCKOIO BO3pacTa Takke 00pa30BaHUE JKEIIUHBIX KaMHEH
Y XpOHUYECKHUE A3Bbl Ha Horax. [Ipu paHo mpOSIBASIOMMXCS TAXKEIBIX hopMax
3a00JI€BaHUSI MOKET UHTEHCU(DUIIMPOBATHCS SKCTPAMENYIISIPHBINA T€MOTI033 U
BCJICJICTBHE SKCIMAHCUM KOCTHOTO MO3ra Pa3BUBAIOTCS M3MEHEHHUSI B KOCTHBIX
TKaHsAX. J[MarHo3 HacleICTBEHHOTO Cc(epolrTo3a, TOMUMO BBIIICYTOMSIHYTHIX
CUMIITOMOB, OCHOBBIBA€TCS Ha CJCAYIOUIUMX JIaOOpPaTOPHBIX TOKa3aTeNAX:
petukynonuto3 (5-20%), CHUIKEHHE OCMOTHYECKOM CTOMKOCTH CBEXHUX
MHKYOUPOBAHHBIX 3PUTPOIUTOB, HAPYIICHUE ayTOT€MOJIM3a, KOPPUTUPYEMOE
no0aBJIeHUEM  TJIIOKO3bl, W  CHIDKCHUE  MPOAOJDKUTEIBHOCTA  JKU3HU
JPUTPOLUTOB, OIpeaesieMoe ¢ moMompbo Cr'. B HEKOTOPHIX ATHUIIHYHBIX
Clly4astX JMarHo3 HacleACTBEHHOTo c(hepuiuTo3a MOATBEPKIAETCI METOJ0M
UCKIIIOUCHUSI (PEPMEHTATUBHBIX JI€PEKTOB reMOTIOOMHONATUN U TIIATEIBHBIM
UCCJIEIOBAHUEM POJICTBEHHUKOB OOJILHOTO.

B ocHoBe nmaTorenes3a 3toit (popMbl aHeMuu JISKHUT AedexT ogHoro u3 6enkon K-
MeMOpaHbI SPUTPOLIMTOB, IPUBOISAIINN K MOBBIIIEHHONW MPOHUIIAEMOCTH UX JIJIs
MOHOB HaTpus. M30BITOK HATpus TPUBOIUT K HAKOIUICHUIO B DPUTPOIIUTAX
BOABI, YTO NPUBOAUT UM cdepuueckyto ¢opmy. dopMa >PUTPOLUTOB U
OCOOEHHOCTH CTPYKTYphl O€JKa HapylialT CIOCOOHOCTh JPUTPOILIUTOB
neOpMHUPOBATHCA B Y3KMX y4acTKax KPOBOTOKA MPHU MEPHUOIE MEKCHUHYCHBIX
IPOCTPAHCTB CEJE3€HKU B CHHYCBl, YTO NPUBOAUT K HUX CEKBECTpPALHUH
NOBBIIICHUE KOHLEHTPALMM HOHOB HATPUSl YCHUJIMBAET TJIMKOJU3MOBBIIICHHAS
KOHIIEHTpPAIMsI MOHOB HATPUS HEOOXOIMMBI IJIsi MOJAEP>KaHUS IPUTPOLIUTOB.
[ToaTOoMy yci0BHS, MPU KOTOPBIX HAPYHIAETCS META0OIU3M WM MOHOB HATpPHS,
ABIIAIOTCS TpoBouupytonumu. Haubonee >PGeKTUBHBIME METOJIOM JICUECHHS
IIPU HACIIEJCTBEHHOM C(HEPOIMTO3€ BAXKHBIM SIBIISIETCS CIICHAKTOMUS, KOTOPYIO
JUTSl YMEHBIIIEHUSI ONTACHOCTH MTHEBMOKOKKOBOW MH(EKIIMU JIy4Ille TPOU3BOAUTD,
Bo3pacTe crapiie 4-5 netr. C Ipyroil CTOPOHBI, CINIEHIKTOMHH IEI€CO00pa3HO
nenath g0 10-12-metHero Bo3pacTa, Tak Kak ¢ HACTYIICHHEM IyOepTaTHOCTH
BO3pacTaeT pUCK XoyienuTuasa. Tpanchy3un s3puTpOLUTAPHON MACChI MTOKA3aAHBI
aetsim 1 -10 ner (B mepuon (HU3MOJOTHYECKOTO CHIDKEHHSI 3PUTPOIIOI3a), a
TaK)K€ B IEPUOJIbl TUIIOTIACTUYECKHUX U aINTACTUYECKUX KPU30B

3a0oneBaHne  HaclueAyeTcs  ayTOCOMHO-IoMuUHaHTHO. Ommcano  O.
MunkosckuM B 1900 r., Cheufard (Illaydap) B 1907 .

AHeMHSI THNOIUIACTHYECKAsl BPOXJAeHHas  JalieMoHa-0JiekdeHa
(anemus XpPOHMYECKast UAHONATHYECKAS apereHepaTopHasi,
IPUTPOLUUTAPHAS aniazus NnepBUYHAS, IPUTPOOJIACTONEHH
3CCeHUHAJIbHAS, JPUTPOPTHU3, IPUTPOOJIACTONCHUS XPOHUYecKas). Yame
MposiBIsieTcs 'y JAeTedl Ha mepBoM rony >ku3Hu. [lpu 310l opme aHemuu
CTpaJiaeT dPUTPONOITHYECKAST (DYHKITUS; TPAHYIOIUTONIOI3 H TPOMOOIIMTOII0A3
HapymarTcsa. AHEMUS HOCUT HOPMOXPOMHBIM, HOPMOIUTAPHBIA XapakTep C
peTUKyJIonuTONeHue. B myHKTare KOCTHOrO MO3ra OTMEYaeTCsl KapTUHa
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sputpobractopTrza Y HEKOTOPBIX JI€TeM HMMEIOTCS BHEIIHHUE OCOOCHHOCTH,
CBETJIbIE BOJIOCHI, KYPHOCHI HOC, THIEPTEJIOPU3M, YTOJIIEHUE BEpPXHEH TyOBbl.
3aboneBaHue pa3BUBACTCA MOCTEIIEHHO, BHAYAJE MOSBISAETCS C1ab0CTh, KOTOpas
B JalbHelmem HapactaeT. PeOEHOK CTaHOBUTCA  pa3ApakKUTEIIbHBIM,
yXYAIIaeTCsl anmneTuT. AHEeMHs MpoTeKaeT 0e3 reMOpparuvyecKux MpPOsBICHUI.
ITeuens u cene3eHka B Havalie 3a00JICBaHUsSI B HOPME, HO JaJIbHEHIIIEM B CBA3U C
r€MOCHUIEPO30M,  OOYCIOBJIEHHBIM  YacThIMM  TpaHCPY3UsIMH  MOTYT
yBEJIUYUBATHCS.

Jleyenue: nepuoguyecku (Kaxxasle 3-8 Hel) MPOBOJAT MEPETMBAHUE KPOBU
WU DPUTPOIUTAPHONM Macchl. B HEKOTOpBIX clydasix OKa3bIBalOT 3d(PdexT
CTEpPOUJIHBIC TOPMOHBI, Tepecajgka KOCTHOro Mosra. [IporHo3 mpu
CBOEBPEMEHHO HAYaTOM JICUCHUH YIyUIIIaeTCsl.

3aboneBaHre CBS3aHO C M30MPATENIBLHOM THUIIOIJIA3MEeH KpacHOro pOCTKa
KOCTHOT'O MO3Ta.

Tun HacienoBaHUsT ayTOCOMHO-PEIECCUBHBIN. 3aboJjieBaHUE  OMHUCAHO
Diamond u ap. B 1961 r.

AHeMHsI THNIOXPOMHAsi  BeJeACTBHEe Jedpunura TpaHcPeppuHA.
Pa3BuBaeTcs B JETCKOM BO3pacTe, HO MOXET OBITh M BPOXKICHHOW. AHeMus
XapaKTEePU3YyeTCsl BBIPAKEHHON TUMOXpoMHel U MUKpoiuTo3oM. CojaepkaHue
reMOCHJIEpPUHA B KOCTHOM MO3T€ 3HAYUTENIbHO CHIDKEHO. TakKe CHHKEHBI
YPOBEHBb Keje3a M IKEJIe30CBA3bIBAIOIIAS CIIOCOOHOCTh CHIBOPOTKHU KPOBH.
Onucan cunepo3 IneueHW U CEle3eHKH. B ocHOBe maroreHe3a 3aboJieBaHUA
JIEKUT OTCYTCTBHE TpaHC(hEeppUHA B CHIBOPOTKE KPOBH, YTO YCTAHABIMBAETCS C
noMmouislo  anekTpodopesa. Hemoctatok  TpaHcheppuHa  HPUBOAUT K
HapYLIEHHIO TpaHCIopTa xKenesa. [Iporuos HEOJIaronpUsI THBIMN.
Crneuuduueckoro nedeHuss HeT.TUIl HACIEIOBaHUS AyTOCOMHO-PEIIECCHUBHBIM.
Omnwucana anemus Hitzig u ap. B 1960 r.

AHeMHUSI TIEPHUIHO3HAA  (3JI0KAYeCTBEHHOE MAJIOKPOBHE AJIHCOHA-
Bupmepa 6o0se3Hb). Pa3BuBaeTcss 0OBIYHO Yy B3pOCIBIX, peke y aAeTeit. [lepsoie
CHUMIITOMBI CJIA00CTh, YTOMIISIEMOCTb, OJIETHOCTh KOXKH U CIM3UCTHI 000JI0YEK,
Jerkass HKTEPUYHOCTh KOXH, CKIEp; TIJIOCCUT, YyMEpPEHHas Trenaro- |
cruieHoMeranusi, mapectesun. Y 30% OoONbHBIX HAONIOMAIOTCS W JIpYTHe
HEBPOJIOTUYECKU HApPYUIEHUS, HapyILICHHUE BUOPAITMOHHON u
MPONPUOLENTUBHON  YYBCTBUTEIBHOCTh  aTAaKCUsA, CHUMIITOMbl  HEBpHUTA
nepudeprudeckux HEpPBOB. MoryT Takke OBITh TCHUXWYECKHUE PACCTPOMCTBA.
AHeMHsI XapaKTepHU3yeTCsi MaKpOLUMTO30M, MOUKUIOIMTO30M 3PUTTPOLUTOB,
YMEpEeHHOU Jeikonenuei. B nepudeprueckoii KpoBH MOTYT MPUCYTCTBOBATH
He3peJible MHUEIIOUHBIE AJIEMEHTHI. Anpa IPaHyJIOIUTOB
TUTEPCeTMEHTUPOBaHbI. KOMM4ecTBO TIIACTHHOK OOBIYHO YMEPEHHO CHUKEHO.
B koctHOM MoO3re oOmUA LHUTO3 C MPEUMYIIECTBEHHON SPUTPOUTHOM
TUNepIUia3uei, TMOBBIIIEHO  KOJMYECTBO  HE3PENbIX  SAPOCOJEpHKAIIUX
SPUTPOLIUTOB THUIA MErano0yiacToB. B CHIBOPOTKE KPOBHU CJErka IOBBIIICH
YpOBEHb OUNIMpPYOHHA U CHUIKEHBI YPOBEHb BUTaMHHA B, ¥ KHCIOTHOCTD Kemy-
o4HOro coka. [TocieiHsisi He MOBBIIAETCS MPU CTUMYJISLIMM THCTAMUHOM
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B ocHoBe mnaroreHesa JexXuT HapyuieHue abcopOuuu BuTamuHa B, B
KHUILIEYHUKE BCIIEJCTBUE OTCYTCTBHSI CEKPELMU BPOXKICHHOIO (pakTopa, Tak
Ha3blBaeMasi BHYTPEHHI (PaKkTOp Kacjs 00ECIEeUrBaOIIEr0 B HOPME TPAHCIOPT
BUTaMUHa Bjj, 4TO JAMArHOCTUYECKHM MOXET OBITh MOATBEPKIECHO TECTOM
[unuara. Bo3MoXHO, 4TO OTCYTCTBUE BPOXKIAEHHOrO (pakTopa 00YCIOBIEHO
ayTOMMMYHHOM WHAKTHUBALIUEH.

HuddepenuupoBars ciieqyeT ¢ aHeMued BciencTBue aeduuuta GoaueBoin
KHUCJIOTBI, @ TAKXe BCJIEACTBHUE neuiuTa BuTaMmuHa B, apyroro resesa.

JleyeHne COCTOUT B MEPUOAUUYECKOM MAPECHTEPAIbHOM BBEICHUM BHUTaMHHA
B1, nepenuBaHusaX KpOBU, 3PUTPOLIUTAPHOU MACCHI.

Cemeiinas koHIeHTpalus 3aboneBanus HaOmogaercs B 8-30% ciyuaes
NEPHULIMO3HON aHEeMHUHU. TOYHBIE T€HETUYECKUE OTHOIICHUS HE YCTAaHOBJICHBI.
[IpennonoxuTenbHO TATOJOTMYECKUMA TeH JIOKAIM30BaH B ayTOCOME W
XapakTepU3yeTcsi HEMOJHbIM  JOMUHUpOBaHueM. Cpeau PpOACTBEHHHUKOB
OOJILHOTO 4YacTO BBISABISETCS CHIDKEHUE aOcopOuuu BuTamuHa Bip npu
OTCYTCTBUU KIIMHUYECKHX MPU3HAKOB AaHEMMUH.

BackyauT remopparuyeckuii (BacKyJasipHas mypnypa, 00J1e3Hb HIeHIeiHHA-
reHoxa). I'ematonoruueckue HapyUICHHUS: TUTIOXPOMHAs aHemusl,
HEUTPOPUIBHBIN JTEHKOIUTO3 CO CABUTOM (POPMYJIbI BJIEBO, Y03UHODUIIHS.

[Tocnennue roawl emie Ha3bIBa€TCS TPOMOOrEeMMOPAru4ecKUil BaCKYJIHUT
XapaKTEePU3yeTCsl KPOBOM3IUSHUSIMU B KOXKY U CIIU3UCTHIE 000JIOUKH Ha MOYBE
MOBBIIEHHON MPOHUIIAEMOCTU COCYJTUCTON CTEHKH, O€3KaKuX Obl TO HU OBLIO
HapyILIEHUN CO CTOPOHBI KPOBHU.

Knuauyeckn pasnuuaioT ueTeipe (QOpMBI: TPOCTYIO, PEBMATOUAHYIO,
a0/IOMUHAJPHYI0O W MOJHHUEHOCHYIO, KOTOpbIE B3aUMHO IMEPEXOISIT OJHA B
Ipyryro. 3a0ojieBaHME€  HAayWMHAETCS  OCTpO. BhIChIMaHus Ha  KOXe,
IIEPBOHAYAIIBHO TPAHCCYNATUBHO-3KCCYIATUBHOIO THIIA, YEPE3 HECKOJIBKO
4acoOB CTAHOBSITCSI TEMOPPArnYeCKUMU, HEPEJIKa CONMPOBOKAAIOTCS 3yA0M. ChIIb
pacrionaraercss cumMmerpudHo. Ilpum  peBmaroumgHOM (QopMe TPOUCXOIAT
KPOBOM3JIMSIHUSL B CYCTaBbl, INPEUMYIIECTBEHHO KOJICHHbIE, C HEOOIIINM
BBIMIOTEBAHHEM CEPO3HOT0 JKCCy/ara, 4YTO OOYCIOBIMBACT MPUNYXJIOCTh U
00JIE3HEHHOCTh CycTaBOB. CHMITOMOKOMILIEKC a0JOMUHAIBHOM MYypPITYpHI
(B3myThIN, HaANpPsSOKCHHBIH M OOJIC3HCHHBIM JKMBOT, CTPaJalbueCKUN BHI
OONMBHOTO, YacTBIi M Malbldi  MyJbC) CBA3aH C  TPAHCCYAATUBHO-
reMOpPParnueCKUMH BBICHITIAHUSMUA HA CJIHM3UCTOM 00O0JOYKE >KeIylIKa u
kumeyHuka. [lopaxxenue nmouek HacTymaeT oObIYHO Ha 2-3-i1 Hemese OT Havaia
3aboneBanus. [lpu MoTHUEHOCHOW TypIype HaOIIOMAIOTCS BCE MPOSBICHUS,
XapaKTepHbIE IS ONUCAHHBIX BhIIIe (opM, HO B 0OoJiee TAKEIOW CTEICHH.
I'emopparnueckuii cuHAPOM OTCYTCTBYeT. CUMIITOMBI IIWINKA M KIyTa HE
BbIpaK€HbI. B TsKENbIX cllydasix MOTYT ObITh aHEMHUS THIIOXPOMHOTO THUIA U
HEUTPODUIBHBINA JICUKOIIMTO3 CO CIABHIOM JICHKOIMTAPHOW (OPMYJIBI BIIEBO.
Yacto ormedaeTcs 303UHOGUITHS.

BosbIIMHCTBO aBTOPOB paccMaTpUBAIOT T€MOPPArvYECKU BACKYJIWUT Kak
HecnenupUUeCKuil CUHIPOM, BO3HUKAIOIIUM B PE3yJbTaTe THIEPEPrUUYECKOM
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COCYAMCTOW pEaKUU OpraHuM3Ma Ha pas3jinyHble MH(PEKIHOHHO-TOKCHUYECKHE
(dakTopsl. MHOroO4MCIEHHBIE COBPEMEHHBIE JaHHBIE [O3BOJIAIOT OTHECTU
3a00eBaHNE K MMMYHOQJUIEPIUMUYE€CKUM, CBSI3aHHBIM C CUCTEMHBIM MOPAKEHUEM
COCIMHUTEIBHON TKaHM NMpUOOpeTeHHOro xapakrepa. I[IporHos 3aBHCHT OT
dbopmbl 6osie3nu. [Ipu TsoKenbix popmax HabMOAACTCS BBICOKAS JIETATbHOCTD B
nepBele  JHU 3a0oJyeBaHud.JleyeHMe HampaBlieHO Ha JI€CEHCUOMIM3ALUIO
OpraHu3Ma M TOHWXEHHE MPOHULAEMOCTH cocyloB. llokazaHo Ha3zHaueHue
AHTUTUCTAMUHHBIX MpenapatoB. DP(EKT OT KOPTUKOCTEPOUTHON Tepanuu
HernocTossHeH. [lockonbko B maroreHe3e 3a00JieBaHMSI MMEET MECTO MHKpPO-
TpoMOOOOpa3aBaHusl MATOI€HETUUECKUM JICUEHUEM SIBIISIETCS] TelIapUHOTEPAIIUs
U €ro 3aMEHUTENM, THUMA KJIEKCaH, OYEeHb XOPOILIWW Mpenapar, MOCKOJIbKY
IPOJOJIKUTENIBHOCT JeHCTBUsA 24 yaca.

3aboneBanue wyamie Bcero mnpuobpereHHoe. OIHAKO W3BECTHBI Cllydyau
HECKOJIbKHMX 3a0oyieBaHuii B onHOH cembe. CeMeiiHOe pacmpoCTpaHeHHE
3a00JIeBaHMsT BCTPEUACTCS TOJIBKO MPH MPOCTOH MypIType, KOTOpasi OTINYaeTCs
JIETKUM T€YEHUEM, BO3HHKAET CIIOHTAHHO, HO WHOTIa HOCUT PEIMIHBHPYOIIHI
xapaktep. BoieroT MyKUUHBI ¥ KEHINUHBI. THIT HACTIEOBAaHKS HE YCTAHOBJICH.
Schonlein B 1837 r. omucan mpocTyro U peBMaTouaHyr (Gopmbl 3ab0seBaHMd,
Henoch u Scheby-Buch B 1868 r.-abpomunansayto nypnypy. Henoch B 1887 r.-
MOJTHHEHOCHYO.

Bunmiica 6ose3nb. ['emMaronornyeckue HapylieHHUs: aHEMUS, YBEIUYEHUE
TuM(paTUYECKUX Keye3. XapaKTepUu3yeTcs apTpalrusiMd, OOJIIMH B JKUBOTE,
noTepel Macchl, Juapeeil BCIEICTBUE HapyIIEHUs BcachbiBaloOlIew (QyHKIUU
KUIIEYHUKA, YBEIIMUECHUEM JTUM(OY3II0B, TUTIEPITUTMEHTALIEH KOXKU.

[Ipy  KIMHUYECKOM  UCCIENOBAaHMUM  OOHApYKHBAIOTCS  cTearopes,
rUNoaTb0yMUHEMUS, yMEpeHHas aHeMmus. B OWoNcHUpoOBaHHOM MaTepuale
TOJICTOTO KUIIEYHUKA U JUM(OY3JIOB BBISBISIIOT MYKOTOJIUCAXAPUIOTIOIO0HbBIE
cyOctaniuu. B TOHKOM  KWIIEYHUKE  3HAYUTEIBHOE  YMEHBIICHUE
BOPCHUHYATOCTH.

3a0oneBaHue MpEACTaBISET COOOM CHUCTEMHOE TOpa)xeHue TUMQOy3IoB H
CIIM3UCTOM KETYTOUHO-KUIIIEYHOTO TpakTa. [[aTorenes ero He u3y4eH.

Tun  HacnegoBaHWS  MPEANOJNOXKHUTEIBHO  ayTOCOMHO-PEIECCHUBHBIN.
Cemeiinbie cimydan 3a00sieBaHus onrcaHbl Puite B 1955 r.

I'emonuTnuyeckasi 00J1e3Hb HOBOPOXKIACHHBIX (IPUTPOOJIACTO3 ILIOAA).
['emonuTndeckoe 3a0osieBaHWE BCICACTBHME HM30MMMYHM3AIMU IJI0JIa W HO-
BOPOXJACHHOTO TIPU HECOBMECTUMOCTH €ro C MaTepbio0 IO TPYyIIe KpPOBH,
HanOoJIee YacTo U B TSKEI0M (hopMe -TIPH HECOBMECTUMOCTH T10 pe3yc-pakTopy
n cucreme ABO. XapakrepusyeTcs CHIKCHHEM MPOJIOJDKUTEIBHOCTH KU3HH
DPUTPOIIMUTOB BCJIEICTBHE CKOIUICHHS Ha WX MeMOpaHe MOBBIIICHHOTO
KOJIMYECTBAa aHTHUTEI, IPUBOIAIICTO K UMMyHOTeMOIu3y. [lpu aTom gectpykuus
OSPUTPOIIUTOB MOXXET MPOUCXOMUTH JHOO BHYTPH COCYIOB, JMOO B
PETUKYIOIHAOTETUATEHON CHCTEME.
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TspkecTh 3a00J7€BaHUsl 3aBUCUT HE TOJBKO OT CTENEHU CEHCUOWIM3AIUU
OpraHu3Ma EHIIUHbI pe3yc-(paKTOpOM, HO U OT CTENEHU 3PEIOCTH OpraHu3Ma
HOBOpPOXXJIEHHOTO.  bousblloe  3HaueHWe  WMEeT  TaKkKe  HapylleHHe
OMIMpyOMHOBOTO O0OOMEHa, OCOOCHHO 3a CUe€T HWHTEHCHUBHOIO HAaKOIUJICHUS
dbpakiuy HEMPsIMO pearupyromiero Wik cBOOOAHOro OunnpyOrHa, 001aaaromux
TOKCUYECKUMHU CBOMCTBAMH.

Knuaudecku nposBisieTcs B TpeX popMax: YHUBEPCATBHOTO OTEKa, TAKEIOU
KENITYXH U BPOKICHHOH aHEMHUHU, CUMIITOMBI KOTOPBIX MOTYT OBITh BBIPQKCHBI
B Pa3JIMYHON CTENEHU U COUETAThCS APYT C IPYTOM.

O6mmMu  cuMOTOMaMHu JUisi  BceX (opM  TeMOJuTHYEeCKO  Oose3Hu
HOBOPOJXKJICHHBIX SIBJIIIOTCSL aHEMHUsI THIEPPEreHepaToOpHOro XapakTepa ¢
HaJU4YMEeM B  KPOBH MOJIOJABIX (OpPM  JPUTPOIUTOB  -HOPMOOJIACTOB,
SpUTPOOJACTOB, PETUKYJIOLUTOB, a TAKXKE YBEJIMYEHUE TMEYEHU M CEJIE3ECHKH.
Oteunast popma 00J€3HU XapaKTEPU3YeTCS BPOXKIACHHBIM OTEKOM IMOIAKOMKHOM
KJIETYATKH, HAKOTUICHUEM MHUJKOCTU B IUICBPAJILHOM M OPIOUIHON MOJIOCTAX.
AHeMus pe3Ko BbIpakeHa, TeMorio0uH cHuxkeH 10 30-50 r/1, 3puTpoLUThI -10
1-1,5 v, B 1 mm®. TlmareHTa pesko yBeIMdeHA, OTEYHA, YPOBEHb OOIIEro
Oenka  KpOBH  CHHXEH  JI0 1,1-3 r/n.  OTmewaeTcs  BBIPaKCHHBIU
JEKOMIICHCUPOBaHHbBIN MeTabonudeckuit anuao3 (pH 6,9-7,0). Oreunas dopma
007e3HM B OOJBIIMHCTBE CIy4aeB 3aKaHUMBAETCA JIETAJIbHO B IEPBBIC JIHU
KU3HU peOCHKa.

Ecnu y OSKeHIIMHBI C pe3yc-OTpULIATENIbHBIM  (AKTOpPOM YK€ ObuIH
MEPTBOPOXKJICHUS WJIM JETH C HPUTPOOJIACTO30M, a OTEl[ MOJOKUTEIHHO
TOMO3HUIOTEH MO pe3yc-(pakTopy, TO BCE IMOCIEIyIoIlee MOTOMCTBO OyIeT
MOPAXXEHO IO KpalHEW Mepe B HEMEHBIIEH CTENEeHW. B 3THX ciydasix BHE
3aBUCUMOCTH OT TUTpa aHTUTEN y MaTepu olpeneieHue OwimpyOuHa B
aMHUOTHYECKON JKUJIKOCTU ClIeyeT HauuHaTh 3a 10 HeJ 10 cpoka, Ha KOTOPOM
npepBaach Mpeabayias 0epeMeHHOCTb.

[locTHaTtanbHOE JiedeHHE HpUTPOOTACTO3a IIJI0JIa BKIIIOYACT JICUCHHE
TreMOJIUTUYECKOTO 3a0oseBaHuUs (aHEMHUH-THUIICPBOJICMHH),
TUNepOMIMPYOMHEMUN ¥ CBSI3AHHBIX C HUMH OcioxHeHud. OOMeHHoe
NepeMBaHue KpPOBU TIPECIEyeT CIeAyIolue IIeu: a) BOCCTAaHOBJICHUE
HOpPMAalbHOTO OOBEeMa KpOBU; ©O) KOPpPEKIHWI0 AaHEMHUHW; B) yHalecHHE
CEHCUOWIN3UPOBAHHBIX JOPHUTPOIMTOB U AHTUTEN K HHUM; T) yAaJCHHUE
OmupyOWHa; 1) BBEJCHUE CBEXKETO allbOyMHHA; ¢) 3aMeHy ¢etanpHoro Hb Ha
HBA; x) BoccraHoBieHue (PaKTOPOB CBEPTHIBAHUS, 3) JICUCHUE PACCETHHOM
BHYTPUCOCYAUCTON  KOAryjasilMM; W) TOJABJICHUE HSpUTpomno33a. Bpewms
MPOBEAEHUS OOMEHHOTO MEPENNBAHUS 3aBUCUT OT CTEIICHU AaHEMUU U YPOBHS U
CKOpPOCTH HapacTanus runepOunupyOnHemun. BBenenme anpOymuHa maer
OBICTPYI0, HO KPATKOBPEMEHHYIO 3aIIUTY MPOTUB HEHPOTOKCUUECKOTO EHCTBUS
CBOOOJHOTO HEMPSAMOTO OMIMPYOMHA, MTOATOMY MPH BBICOKOM PHUCKE SIEPHOM
KEITYXd U OTCYTCTBUU THUIIEPBOJEMHM IIOKA3aHO €ro BBEACHUE A0 WIH BO
BpeMsi 0OMEHHOTO TiepenuBanusi. Hanbonee 4acTo OCIOXKHEHHs PU OOMEHHOM
NepeIMBaHUM CBSI3aHbl C HEMPABWIBHON KaTeTepu3alueid U BbIOOPOM JOHOpA.
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Cnegyer Takke NpeAylnpexaarb MNEPEOXJIAXKICHUE, TUIOKAIbIUEMUIO,
TUNIOTJIMKEMUIO W WUHbEeKUMH. [lpumenenue  Qororepanuu  CHUKAET
TUNEepONIUPYOMHEMHUIO U TEM CAMbIM ITOTPEOHOCTH B OOMEHHBIX MEPEIUBAHUSX.
B Hacrosimee BpeMs MHOroOOEIIAIOUIME  PE3YNbTaTbl B  OTHOIICHHH
npopUIAKTUKKA 3PpUTPOOJSIacTO3a IIJI0JIa, BBI3BAHHOTO PE3yC-KOH(IUKTOM,
MOJIYYE€HbI IPU MPUMEHEHHUH YeJI0BEUYECKOro aHTH-/[-rno0ynuHa.

I'emopparnyecknii cunapom kaszadaxa-meppurra.Coeobpasnas dopma
KPOBOTOYMBOCTH, MpOTEKarolas Ha (OHE BBIPAKEHHON TPOMOOLMUTONEHUU U
runo-u  a@uOpUHOTEHEMHUH, y JIUI[ C  BBIPAKEHHBIMH TMTAHTCKUMHU
reMaHTMOMaMH.

Knuaudeckas kapTuHa CKJIQABIBAETCA U3 CHUMIITOMOB, CBONCTBEHHBIX
aHrMMaTo3y Kak TaKOBOMY, M Te€MOPpPAarduyecKoro CUHAPOMA. AHTHOMBI
pacmojlaraloTcsi dyaile Ha KOHEYHOCTAX M TYJOBHIIE, pEXe Ha JuIE.
Berpewatoress ciydan MHOMXECTBEHHOTO aHTMOMATo3a, MPU 3TOM AHTHOMBI
pacrnojlaratoTcsi Ha JIMIIE, BOJIOCHCTOW 4YacTH TOJOBBI, SI3bIKE M CIU3HMCTBIX
000JI0YKax, a TakK’K€ BO BHYTPEHHUX opraHax (IME€YeHH), B KOCTSIX CKeJleTa U B
roJJOBHOM Mo3re. ['emopparuueckuii CHHIPOM, TOMHUMO KPOBOTEUEHUSI B CaMOi
aHTHOME, BBIPAXKAETCS B MOSBICHUM METEXUU M OOJBIINX SKCTPaBa3aTOB KaK B
OKPYXXHOCTH TE€MaHTHMOMBI, TaK W MO BceMmy Teny. boje3np Hepenko
OCJIOXKHSIETCS TSXKETBIMU KPOBOTEUEHUSIMU U3 CIU3UCThIX 00onouek. Haubornee
XapaKTEePHBbI JKEIIYJOYHO-KUIIICYHbIE KPOBOTeUYeHUs. VI3MeHeHHs KpOBU B
NEepHUOJ] KPOBOTEUCHHM XapaKTepu3yroTcs Oojiee WIM MeEHee BBIPAKEHHOU
noctreMopparndeckoit anemuen. Kak mocTossHHbIA CUMITOM OTMEYAETCS PE3KO
BBIp@)KEHHAsT TPOMOOIMTONEHUS, COUYETAIOIMIAsICs C HapyIIEHHOW peTpakiuen
KPOBSTHOTO CTyCTKa (BIUIOTH /IO €ro TIOJHOM apeTpakTHWIHLHOCTH) M PE3KO
YBEJIMUYEHHBIM BPEMEHEM KpOBOTeueHHs. M3ydeHue cBepThIBAIOLIEH CHCTEMbI
KpOBH OOHapy>XMBAET BBIPAKEHHYIO (UOPUHOTEHONEHUIO, JIOCTUTAIOIIYIO
Hepenko creneHu adpudpuroreHeMur. B eIMHUYHBIX CiTydasiX OTMEYEHa TaKKe
NOBBINIEHHAs (QUOpUHONMUTHYECKAs] AaKTHUBHOCTh KPOBH TIPHU CHIDKEHHOU
AKTUBHOCTH BCEX IUIACTUHYATHIX W IUIA3MEHHBIX (PAKTOPOB CBEPTHIBAIOIIEH
CHUCTEMBI KPOBH, YYaCTBYIOIIUX B TPOMOOIUIACTMHO- U TPOMOMHOOOpA30BaHUM
(Bxirouast pakropsl 11 -mporpom6un, V, VII, VIII u 1X), a Takxe cHUKeHHas
TOJICPAHTHOCTh K remnapuHy. KOCTHOMO3roBOM MYHKTaT XapaKTEpPU3YyeTCs
BBIPAKEHHOW METaKapUOIMTapHOU TUIEpIUIa3uell ¢ mpeodiiajaHueM He3PeIbIX
dopM. Y HEKOTOPBIX OOJIBHBIX OTMEUAETCS METaKapHOLUTApHAs METaIlia3us B
TKaHU QHTHOM. [ HMCTOJIOTMYECKOE HCCIEIOBAHHE AHTHOM OOHAPYXUBAET HX
KaNWUIAPHYIO WIH KallWUIIPHO-KaBEPHO3HYIO CTPYKTYPY.

3a0oneBaHe  OTHOCHTCS K  KOHCYMAaTHBHBIM  TPOMOOITUTOTICHHSIM,
BO3HUKAIOIIUM  BCJICCTBHE TIOBBIINIEHHOTO PAacXoJ0BaHUsl (KOHCYMAalluH)
TPOMOOIIMTOB B nepudepruueckoil Kpou. IIpu 3roM MpoUCXoaUT pacxo10BaHUE
TPOMOOIIMTOB Ha O0Opa30BaHWE MHOXXECTBEHHBIX MHKPOTPOMOOB BHYTpHU
KA poB TeMaHTHOMBI. To ecThb TPOMOOLIUTONIEHUS U
runo(a)puOpUHOTEHEMUST Pa3BUBAIOTCSI BTOPUYHO, BCJICICTBUE TIPOUCXOISIIETO
B '€MaHI'MOME CBEpTBHIBAaHUS KPOBHU, B MPOLIECCE KOTOPOIO YCHIEHHO NOTpEO-
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JSI0TCA BCE CBEPTHIBAIOUINE (DAKTOPHI KPOBH M MOCTYHAIOUIUE B LHUPKYJISALHUIO
KpPOBSIHbIE IJJACTUHKHU. BO3HMKHOBEHUIO TPOMOOIMTONEHUH CHOCOOCTBYET U
(GYHKUMOHAIIBHOE  «UCTOLUEHUE»  IUIACTMHOOOpA30sfaTeabHOM  (yHKUUU
KOCTHOMO3TOBBIX METrakapHOLUMTOB, HACTYMAIOIIEE B PE3yJbTaTe MOCTOSHHOTO
MOBBILLIEHHOTO TPOMOOIIMTONN3A B TEMAHTHOME.

[Iporno3 cepbe3deH. CMepTenbHBII HMCXOJ  MOXKET HACTyOUTh NpH
KPOBOM3JIUSHUU B )KU3HEHHO Ba)KHBII OpraH.

PanukanbHbIM =~ TEpaneBTUYECKUM CpPEICTBOM  SBISIETCS  ONEPAaTUBHOE
yllaJe€Huu reMaHruombl. Onepanusi MpoU3BOAUTCS MO 3AILUTON MepearBaHus
KpoBU (mi1a3mbl) © TpoMmOonuTapHod Macchl. Hawnydimine pe3yibTaThl
NOJIy4eHbl TMPU JICUEHUH OJUHOYHBIX AHTMOM, XYyJAIIUE-TIPH  TEeparuu
MHO>KECTBEHHOr0 auruomaro3a. IlonoxuTenbHble pe3yJabTaThl B CMBICIIE
COKpAILlEHUSI TE€MaHTMOMbl M YMEHBIIECHUS KPOBOTOUYMBOCTU JIOCTHUTAIOTCS
OpUMEHEHUEM MECTHOW pEHTIeHOTepaluu, KOTOPYIO CleAyeT MPOBOJIUTH
JOCTaTOYHO MACCHBHBIMHM J03aMHU MpPU 3HAYUTEIbHON MKECTKOCTH Jy4deh ¢
MUHUMAJbHBIMU HHTEpBajaMu. KoHcepBaTHBHasi Tepanus B COYETAHUU C
TOPMOHAJIBHBIMU TIpeniapatamMu  (MPEAHU30JIOHOM U JIp.), TPOBOAUMAs 0
JOCTHXKEHUSI KITMHUYECKOW M TeMaTOJIOTHYECKON PEMUCCUH, pacCMaTPUBAETCS B
HACTOsIlee BpeMs Kak IMOATrOTOBKAa K PaJUKAIbHOMY ONEPATUBHOMY
BMEIIATENIbCTBY.

3aboneBanue y Jaereil BmepBbie ommcano Kasabach u Merrit 8 1940 .
bone3np BcTpeuaercss B JIFOOOM BO3pacTe y JIMIl 00OEro mojia ¢ OJWHAKOBOU
yacTOTOW. THIl HaclIe10BaHUS HE YCTAHOBJIEH.

I'emopparnuyeckuii TegeanrmdIKTaTudeckui cuHapom (Penaro-Ociepa
00JIe3Hb, FeMOpparnyecKkuii aHrmomartos). ['emMaronornueckue HapylIeHUS:
aHEeMHUS MHUKPOLIUTAPHOTUIIOXPOMHAS, xKenezonepuiTHas;
OCTTEMOPPAruuecKuil  SpUTPO-, PETUKYJIO- U TpoMOOnuTO3 (B MEPUO.
KPOBOTEUEHHUSI MOET OBITh TPOMOOIIMTONEHMS); B KOCTHOM  MO3T€
pUTPOOIACTO3, YCWICHHBIM TpoMOonuTonod3. Hambosee XapakTepHBIM M
NOpOil  €IMHCTBEHHBIM MPU3HAKOM 3a00JeBaHUsl SABIAIOTCS dYacTbhle U
npo(dy3HbIE HOCOBBIE KPOBOTEUCHHSI, MPOSIBIISIONIUECS YK€ B IETCKOM BO3pacTe.
Pexxe HaOmomaloT KpPOBOTCUCHMsS JKEIYJOYHBIC, KHUIICYHBIE, JIETOYHBIE,
noyeyHble. Y B3pOCIBIX OONBbHBIX OOHApY>KMBAIOTCS BHUIUMBIE MYPIYPHOTO
[[BETAa AHTMOMAaTO3HbIC BBHICHIIIAHUS BEIUYMHON OT OyJIaBOYHON TOJIOBKU [0
YeueBUI[bl, Yallle BCEr0 Ha CIM3UCTHIX 000JI0UKaX HOCA, MOJIOCTH PTa U TIOTKH,
rybax, s3plke, Ha KOXE JMIa, a Takke TIpyAH, >XUBOTA, KOHEYHOCTEH.
XapakTepHbl PACIIMPEHUE U U3BUTOCTh COCYIOB KOHBIOHKTHUBBI, BEK, CKIIEp U
TKaHel paayxku. [lo Xxoay aprepuii M BEH CETYATKU OOHAPYKUBAIOT
CIMHUYHBIC Y3E€JIKOBBIE aHTHOMBI. TeleaHrMdKTa3uH B OONBIIOM KOJUYECTBE
OoOHapyKMBAIOTCS TaK)K€ Ha MCKE 3pUTENbHOr0 HepBa. Hepeakum cuMmtoMomM
ABJIAETCSl yBEJIIMYEHUE IeUeHU. VI3BECTHBI Cilydau BPOXKJIEHHOIO IMOPAKECHHUS
[IEYEHU MHOKECTBEHHBIMH AHTMOMAaMH, OCJIOXKHSIOLIErocs KPOBOTEYEHHEM B
OpIOLIHYIO MOJIOCTh CO CMEPTEIBHBIM UCXOJJOM UJIM PA3BUTHEM «OCIEPOBCKOTO
LHUPPO3a NEYEHU C KAPTUHON NOPTAIBHOW THIIEPTEH3UU.
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bosesHp Hepenko coderaercs ¢ JOPYTMMHU  COCYAUCTBIMHU IOPAKCHUSIMU:
BAapUKO3HBIMU PACIIMPEHUSIMU BEH, TEMOPPOEM, MOJIUNO30M kenyaka. Ocoboe
BHUMAaHHE MPUBJIEKAIOT OMUCAaHUS CIydaeB coueTanus OosiesHu Penaro-Ocnepa
C apTEepUO-BEHO3HBIMH COYCThIMM B Jerkux. KinHuyeckas KapTuHa
3a00eBaHusl B ATHX Cilyyasx cBoeoOpa3Ha: OHA CKIIAJbIBAETCS U3 COUYECTAHMS
CUMIITOMOB KpPOBOTE€UEHHMM (aHEMHHU) U THUIOKCEeMUU (1IMaHO3a) B CBSI3U CO
CMEILIEHUEM apTepUalbHOM UM BEHO3HOW KpPOBU HA YpPOBHE JIETKUX. B ciyyasx
npeodiaganus SABJICHUN TUIIOKCEMUU y OOJIBHBIX BO3HUKAET
CUMITOMAaTHUYECKUM TUIIOKCEMUYECKUN DJPUTPOLIUTO3, «KOMIICHCUPYIOLIU
AHEMHUIO OT KPOBOIIOTEPH.

I'emopparnyeckuii  CUHAPOM  OTCYTCTBYET:  CBEPTBIBAEMOCTb, BpeMs
KPOBOTEUEHUS, KOJUYECTBO KPOBSHBIX IUIACTUHOK U PETPAKLUSA KPOBSIHOTO
CryCTKa OOBIYHO HOpPMaJbHbI, MPOBOKALMOHHBIE MPOObI -XKIyTa, IIHUIKA U
Apyrue -otrpunarenabHbl. [IOBTOpHBIE KPOBOTEUYEHUS NPUBOLIAT K PE3KOU
aHeMu3aluu  OOJbHBIX. AHEMHUS HOCUT  MHMKPOLMTAPHO-TUIIOXPOMHBIH,
xKenne3onepUIMTHBIN, pereHepaTopHbld Xapakrtep. HemocpeacTBeHHO mocIe
KpOBOTE€UEHHUsI HAONIOAIOTCS  MOCTIE€MOPPArvYecKuid  PEeTUKYJIOLUTO3 |
runepTpoMO0IuTOo3. B KOCTHOMO3rOBOM ITyHKTaT€ OTMEUAIOTCSl BBhIpAXKEHHAs
peaklud CcO CTOPOHBI HAPUTPOOTACTUUYECKUX DJIEMEHTOB U  YCUJICHHBIH
TpoMOonuTono’3. HMuorma B mepuoJ  KpOBOTEUEHHM  HaOmromaroTcs
TUNOTPOMOOIIMTO3 U CHMYKEHHE YPOBHS CEPOTOHMHA TJIa3MBl.

[To rucToMOTMYECKO CTPYKTYpe M3MEHEHHS COCYAOB IpH Oosie3Hn Penimro-
Ocriepa pe3Ko OTIUYAIOTCS OT OOBIYHBIX TeMaHTHOM. MIMEIOTCS HempaBUIIbHBIC
CHUHYCOOOpa3Hble PACHIMPEHUSI COCYIIOB, CTEHKH KOTOPBIX COCTOST TOYTH W3
OJTHOTO DSHJOTEIHsSI M OKPY)KEHBI PBIXJIOW COCIWHUTEIbHON TKaHblo. [lpm
OMOTICUM KOXXM OOHApYKMBAIOTCSl XapaKTEPHBIE JIeTreHepaTUBHBIC W3MEHEHUS
ME3EHXHUMBI: pa3phIXJICHHE COCTMHUTEITLHOTKAHHBIX JIIEMEHTOB,
NIePUBACKYISIPHBIC CKOTUICHHUS JICHKOIIMTOB M THUCTHOIIMTOB, CJIa00€ pPa3BUTHE
COCOYKOB W TIPUIATKOB KOYKH; BOJIOCSHBIX JIYKOBHUI] Majo, MOTOBBIC >KEIEC3bI
BBIPKECHBI CJ1a00.

AHaTOMHUUYECKHMM  cyOcTpaToM  OOJIe3HW  SBISETCA  BPOXKICHHAS
HETIOJTHOIIEHHOCTh ~ ME3CHXMMBI  -TaK  Ha3bIBa€MBId  HACICICTBEHHBIH
BAaCKyJSIDHBIM ~ ME3€HXMMATO3, KOTOPBI OOYCIOBIMBAET BO3HUKHOBEHHE
TEJICAHTUIKTA3UU C TIOCIEAYIOIIMMHU KPOBOTCYCHUSIMUA BCJIEACTBUE JIETKOM
PAaHUMOCTH COCYJIHUCTOM CTEHKH. MeXaHU3M pa3BUTHUS TEJICaHTUIKTA3HHU
HEKOTOPHIE aBTOPHI CTaBST B CBSI3b C MPEIOIAraeMbIM YPOBHEM ITOBBIIICHHUS
CEpPOTOHHMHA -MOIIHOTO Ba30KAMUIUIAPOKOHCTPUKTOpA. [MuTenbHOE TOBBIIIICHHUE
apTePUOKANTMJUISIPHOTO  JaBJeHUsSI, OOYCJIOBICHHOE THIEPCEPOTOHNHEMHEH,
MOXXET CIOCOOCTBOBaTh IWJIATAllMM KOHIIEBBIX BEHO3HBIX KAMWUIAPOB H
00pa30BaHMWIO TOHKOCTEHHBIX, JIETKO TPAaBMHUPYEMBIX aHTHOM. KOCBEHHBIMU
JOBOJIaMUA B TIOJIB3y «AHTMOMATOTEHHOTO» BIUSHUS CEPOTOHHHA CIyXKaT
cnenytomue (HaKThl: YacTOE pPa3BUTHUE TEICAHTU3KTAa3Wi y OOJBHBIX C
TOHKOKHIIEYHBIMH KapIUHOUIAMHU, CEKPETHPYIOIMUMHU Oombioe
KOJIMYECTBO CEPOTOHHWHA; YaCTOTa TEJICAHTUIKTA3UHU Y OOJBHBIX C JIETOY-
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HBIMU apTEPUO-BEHO3HBIMH COYCTbSIMU OOBSICHSAETCA NOCTYNJICHUEM B
00nbIION KpYyTr KpoBOOOpalieHUss U30BITOYHOTO KOJUYECTBA CEPOTOHHUHA,
HE MPOIIEJIIEr0 Yepe3 JIOTOUYHBIM KamWUIAPHBIA (QUITP, Tlie B OOBIYHBIX
YCIIOBUSIX MPOUCXOAUT €r0 MHAKTUBAIIUS.

HecMoTpst Ha oOuWJIBHBIE KPOBONOTEPH, CIydyald CMEPTH OT MOBTOPHBIX
po(y3HBIX KPOBOTEUEHUN CPABHUTEIBHO PEAKUA U COCTABIISIIOT OKOJIO 4%.

JledeHue HCKIIIOYUTENBHO cUMOTOMarhueckoe. Ilpu  KpoBOTEUeHHUAX
MPUMEHSIOT MECTHble M OOlIMe TeMOCTATUYECKHUE CPEACTBA; HAMIYUIIHMA
pe3ynbTar JarT remMoTrpancdys3uu. Ilpu MOBTOPHBIX HOCOBBIX KPOBOTEUEHMSIX
MPUXOAUTCS TPUOETaTh K MEePEBSI3KE COCY0B (HAPYKHOM COHHOW apTepUH WIH
BHYTPEHHEW BepxHedeltocTHOW). [Ipu aHeMun peKoMeHIyHT OOJbIINE O3Bl
xene3a. [lokazaHbl cocypoykpemstomue cpeincrtsa -suramuHel C u P
[lonbITKM paguKaIbHOTO H3JEUYECHHUS KPOBOTOYALIMX TEJIAHTUIKTA3UN MyTeM
OPUMEHEHHS DJIEKTPOKOAryssiuu, peHTreHorepanuu (exxeanesHo mo 100-150
paa, nmo 1500 pan Ha Kypc), KpuoTepanuu (aniuiMKalydyd Ha KpOBOTOYAIIUE
TEJICAHTMIKTA3UU BHE MEPUOJOB KPOBOTEUEHHI) Aat0T OJaronpusiTHeIi dpdexT
Ha 1-2, pexxe 3 roma. OTpuUIaTENbHBIM CBONCTBOM MNPUMEHEHHS JJEKTPO- U
Jy4eBOW Tepanuu SBISETCA OMACHOCTh HEKpo3a W mnepdopaiuu (HOCOBOM
neperopoakud, Heb6a u T. A.). [Ipm obGocTpeHMHn KpPOBOTOYMBOCTH B IEPUOJ]
KJIMMakca I[I0Ka3aHO TOpPMOHalbHAsg Tepamusi: ACTPOTeHHbIE TOPMOHBI,
aHJPOTEHBI.

3aboneBanue omrcano Rendu B 1896 r. u Osler B 1901 r., koTopslii man
€My  Ha3BaHHWE: MHOXXECTBEHHBIE  HACJEJCTBEHHBIE  TI'eMOPpParuvyecKue
TejaeaHTudKTa3uu. Hacienyercs mo ayrocoMHO-IOMUHAHTHOMY THITy. YacToTa B
nonyisiuun  1-2:100000.  Ilpenmonaraercsi JIETaIbHOCTh T'OMO3UTOTHOTO
cocrossuust, Tak kak Snyder m Doan B 1944 r. omnmcaad HECKOJIBKO
MEPTBOPOKJICHHBIX IOTOMKOB JIByX TIOPKCHHBIX POJUTENICH, HWMEBIINX
BBIPOKCHHBIC aHTUOMATO3HbIE aHOMAJIMH BHYTPEHHHUX OPTaHOB.

I'uneprenapunemusi. XapakTepHbl KPOBOTCUCHHS U3 CIMU3HCTHIX 000JIOUEK ]
HOCa, KEIyJOYHO-KUIIIEYHOTO0 TpakTa (MelieHa), CaMOTPOM3BOJIBHBIC WU TIPH
HE3HAYHUTEITHHON TpaBMe; OOWIBHBIC KPOBOMIUSHUS B IMOAKOKHYIO KJIETYATKY,
MBIIIIIBI, CycTaBbl. McciemoBanrue CBEPTHIBAIOIICH CUCTEMBI KPOBU BBISIBISICT
VBEJIMYCHHE BPEMEHHM CBEpPTHIBAHUS KPOBH, YMEHBIICHHE AKTHBHOCTH
nmporpoMOMHAa B TUIa3ME, YMEHBIIEHHBIM  pacxojl MNpPOTpoMOMHA W
TpomborutactiHa. Bce  gedexTsl  KoaryjgorpaMM  YCTpaHSIOTCS  INVitro
no0aBiieHUEM MMPOTAMHUHCYIIb(})ATa WU TOTYUIMHOBOTO CHHETO

Hubdepennmanuio mpoBoasT ¢ reModuiauel, OOMMUPHOW TPYMION
reMOpparudecKux JUaTe30B, JICHKO30M.

JledeHue: mepenwBaHWE CBEXKEW ITUTa3Mbl WM BBEIEHUE Cyibdara
MPOTaMUHA, TUO0 TOTYHUIMHOBOTO CHHETO.

3a0oneBaHne BCTpPEYaeTCs] OTHOCUTENBHO peaKo. TuM HacaeaoBaHUS
MIPEIITOJIOKUATEIPHO ayTOCOMHO-IOMUHAHTHBIN. AHOManms omnucana QUIK B
1957 1.
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I'unepaumsunemuss  (u3uHeMmusi).  I'emaronormyeckue  HapyUICHUS:
HOPMOXpPOMHAsi HOPMOLIMUTApHAasi aHEeMHMs. XapaKTEepHU3yeTcs  3aJep:KKOM
YMCTBEHHOT'O Pa3BUTHS Pa3JIMYHO CTENEHU M HEBPOJOTMYECKHUMH CUMITOMAMHU
(Jrletaprus, MplllleyHasi TUIIOTOHMS, CYAOPOTH, OTCYTCTBUE PE(PIEKCOB), a TAKKe
HOPMOXPOMHOKW HOPMOLIMTAPHOM aHEMHUEN. YPOBEHb JIM3MHA TIOBBILIEH B
mia3Me KpoBH, Moue U JukBope. Ilarodusmonornueckue MeXaHU3MBbI
HapyuieHuss oOMeHa Ju3MHAa Heu3BecTHbl. OJHAKO Ype3BhIYAHHO HH3Kas
AKCKpELHsI C MOUYOI OKCanaToB MPU 3TOM 3a00JI€BaHUM yKa3bIBA€T, BOZMOXHO,
Ha Ae(UUUT TIIMIUHOKCUIA3HI.

Colombo u ap. B 1965 r. BbICKa3au MPEAIOI0KEHAE O TOM, YTO HAPYILICHUE
MeTaboau3Ma JIM3MHA MPOUCXOAUT Beieactsue nedumnura epmenta HAJ-
OKCUAOPEAYKTa3bl L-nu3una; HAKaIUIMBAIOMIMICS JIM3UH HWHTHOUpYET
aKTUBHOCTb  apruHa3bl. B pe3ynbpTaTe HapymaeTcsi CHHTE3 MOYEBHUHBI U
JE€TOKCUKalKMsg aMMuaka. JInarno3 CTaBUTCS HA OCHOBAaHUM MOBBIILICHUS YPOBHS
JU3WHAa B KPOBH, MOBBIIIEHUS JKCKpeuuu ¢ mMouoil nu3uHa (B 10-20 pa3) u
runy3uHa. [unepnausunypus 0€3 THUNEPIU3UHEMHUU-MOXKET OBITh MpH
UCTUHYPUU U CUHAPOMAX HApyIICHUs MOYE€YHO-KaHAIBIIEBON (PUIIbTPALIUH.

3aboneBanue cieayer qudPepeHnnpoBaTh OT CaxapoOlUHYPHUH, IPU KOTOPOI
HapyIlIeH CUHTE3 MPEeIIIEeCTBEHHUKOB JIN3MHA.

Tun  HacnegoBaHHWsT ~ ayTOCOMHO-pEIECCHMBHBIN.  ['mnepinusuHemusi C
TUNEPIU3UHYPUEH,  CONMPOBOXKAAIOMIASICA  3aJEpPKKOW  (U3HYECKOr0 U
ICUXUYECKOro pa3Butusi, onucana Ghadimi B 1961 r.

I'panyjiounToB siiepHasi acerMeHTalnus (BapHAHT WITOAMeMCTEPa). ITUM
Ha3BaHHEM O00O03HAYAeTCs] aHOMallusi CErMEHTAIlMU sIep TPaHYJIOUUTOB Y
HOCHUTENIEH TMEeIbIepOBCKOrO0 BapHaHTa JIEUKOIIMTOB, HO MOXET BCTPEUYAThCS U
CaMOCTOATENbHO. B oTiIMUMEe OT TUMUYHO MEIbIepOBCKUX HEUTPOPHUIIOB siapa B
kietkax [toameiicTepa xapakTepu3yrOTCsS MEHEE BBIPAXKEHHOW KOHJEHCAIuen
XpoMaThHa, OyXTOOOpa3HOW BBIEMKOW M CBOEOOpa3HON «0axpoMUYaTOCTHIOY,
COCTOSIIIEN W3 HEXKHBIX XPOMATHHOBBIX HUTEH, Kak OBl BBICTYNAIOUIUX U3
OCHOBHOTO SIIEPHOTO MaccHBa B IUToIUIa3mMy. KileTku mToaMeincTepoBCKOro
KJIOHA -BIOJHE 3penble opmbl HelTpoduiabHoro psna. [Ipouecc koHneHcanuu
AJIEPHOTO XpoMaTHHa U (POPCUPOBAHME XapAKTEPHOM ISl I TOAMENCTEPOBCKOTO
KJIIOHAa MOPQOJIOTHYECKOM CTPYKTYphl siipa, Kak W TPU TUIUIHOM
MEJIBIEPOBCKOM BapHaHTE, MPOUCXOJUT Ha YPOBHE MHUEIOMETaAMHEIOUUTAPHBIX
dopm. deHOMEH acerMeHTalUM saep OTMEYEH Takke B 303MHOpUIax. MeHee
BBIpa)KEHA THIIOCETMEHTAIUs s7ep B 0a30¢uiax U He BhIpaKEHAa B MOHOITUTAX.
Jleuenue ue TpeOyetcs. [Iporao3 6maronpusTHHIN.

Omnwucana BrnepBbie B 1936 1. Stodmeister y HocuTenell menbrepoBCKOH
aHoMmanuu JewkouutoB. Hacnmemyercsi, kak W MeNbrepoBCKas aHOMAJUS, IO
noMHUHaHTHOMY Tuiy. Krnerkm knona Irogmeiictepa Hapsay € TUIIMYHO
METbrEPOBCKUMHU  KJIETKAMU BCTPEYAIOTCA TMPU TETEPO3UTOTHBIX (opmax
NEIbI€POBCKOM  aHOMaJMM W HE  BCTPEYAKOTCd NPU  TOMO3UTOTHOM
HOCHTEIIBCTBE. fIBISETCS JIM IITOAMEUCTEPOBCKUM BAPHAHT T'MIIO-CETMENTALNU
IPAHYJOIUTOB OTpPaKEHUEM TOW K€ TEHETUYECKOM aHOMaluu, 4YTO H
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IIEJIBIEPOBCKUM BApUAHT, WU KE PEUb UAET O JBYX CaMOCTOSITEIbHBIX, XOTS U
OJNIM3KMX BapUaHTaX HAPYLIEHUS SACPHOW CErMEHTAllUd T'PaHyJIOLUUTOB, B
HACTOSIIEE BPEMS PELINTh HEBO3MOKHO, IMOCKOJBKY XapaKTep N'€HETHYECKOTO
(akTOpa, OTBETCTBEHHOI'O 3a HOPMAJIbHYIO CETMEHTALIUIO S/I€p I'PaHyJIOLUTOB,
OCTAETCS] HESCHBIM.

I'ome Oose3np (riaOKouepeOpoO3UAHBINA JUNKA03).] emMaTonorndyecKkue
HapyUIeHUsl: aHEeMHs, TPOMOOLMTONEHUS C TEeMOPPAru4eCKUM CHHIPOMOM.
XapakTepu3yercsi TeMOpparvsMH, CIUIEHOMETAJHEH, MOPaKEHUEM KOCTEH,
HEBPOJIOTUYECKUMHU HAPYUICHUSIMU, MUTMEHTAMEd KOXHU. M3BeCTHBI Tpu
KIMHUYEeCKUue (GopMbl 3TOro 3alosieBaHMs, pa3ivMyalolIuecs BPEMEHEM
nebiora u mpeobiagaHueM TOW WM MHOM cumnToMaTtuku. [lpu panHem
Hayalie JOMUHUPYIOT HEBpoOJIOTHYECKUE HapymeHHus. C poxXIAEeHUS OTMeE-
yaeTcsl ~ BBIpaXXeHHas  runotpodus,  OyiabBapHble  paccTpOMCTBa,
0€e33BYyUHBbI KPUK, HAPYLIEHHUE TJIOTAHUS, MOpPaKeHHe I1a30ABUTraTeIbHbIX
HEpBOB, 4Yallle BBHUJE cXxojduierocs kocornasus.Habmonaercs Tpusm,
CMEHSIOIIUKACS OTBHCAHUEM HWXKHEW dyenrocTtu. llporpeccupyromee
CHWKEHHWE 3PEHUs CBSI3aHO C MUICMEHTHOW JereHepalnueil CceT4aTKH.
[loctenneHHO pa3BUBAaETCA CHACTUYECKas PUTUIHOCTH  BIUIOTH  JO
nenepedbpanuu. CMmepTh HacTymaeT OT acnupaldyd MHUIIEBbIX Macc,
NHEBMOHHMHU, JbIXaTEJIbHBIX paccTpOUWCTB. Y Jnereil Oozee crapuiero
BO3pacTa U y B3POCIHBIX 8 KIMHUYECKON KapTUHE TOMUHUPYET YBEIUYECHUE
CEJIe3€HKHU, KOTOPasi MOXET JOCTUTaTh OTPOMHBIX pa3MepoB. Bropuunbeimu
ABIISIIOTCSI TPOMOOIIMTOIEHUS C T€MOPPATUUYECKUM CHUHAPOMOM M aHEMHUS.
KocTHble wu3MeHEHMs XapaKTepu3yroTcs OOJSIMH U MaTOJOTHYECKUMHU
nepejaoMaMH BCIIECTBUE Mposudepanud B KOCTHOM Mo3re kieTok [omre -
OTPOMHBIX KJIETOK ¢ M30BITKOM (GUOPUIUISIPHOTO MaTepuala B IIUTOILIa3Me.
[Iponmudepanuss 3TUX KIETOK OOYCIOBIMBACT TakXe CIUICHOMETAJHIO,
MEHEE BBIPAXKCHHYIO IelIaTOMErajJuI0, IUTMEHTALUI0 KOXH, XKEJIThIE MATHA
Ha CKJIepax.

PentreHonmornueck B TPyOYaTBIX KOCTSIX BBIABISETCS OCTEOMOPO3,
aTpodusi KOPTUKAIBHOTO CJOA M KHUCTHI B KOCTsX. [Ipu 6GmoMukpockonuu
pPOTOBUIIBI BCTpOME Yy JuMMOa BHUAHBI OJECTSIIHE TMATHA, HaIIOMHHAIOIINE
CTEKJIO.

[laTomoroanaromudyecku HanboJiee TSKEITbIE U3MEHEHUsS BBIABISIOTCS B
ceneseHke. OHa pe3ko yBenudeHa, mIoTHas. Ha cpe3ax BUAHO MHOXKECTBO
KEITHIX MATHBIIECK, HEKPOTUUECKUX M KABEPHO3HBIX OYAXKKOB. B KenThIx
ISTHBIIIKAX MPU MHUKPOCKOIMM BBISBISIOTCS KJIETKM [ome: KpynHeie,
KPYIrioil uiv oBOUIHOW (HOPMBI, CIEIMCETYATON MPOTOIUIA3MOM, JIMILIEHHOM
BaKyoJiel. Spo KIETOK COAEepX HUT HEOOJbIIOE KOJIMYECTBO XpOMATHHA.
Knerku T'ome mpeacTtaBisiioT co0OM PETUKYNISPHBIE KICTKHU TUCTHOIMTHI, B
KOTOPBIX HaKaIUIMBaeTCs HepeOpo3u KepasuH.

AHQJIOTHUYHBIE U3MEHEHUS HAXOAST B IE€YEHU, 3HAUUTEIbHO YBEIMUYEHHOU
Y NOTEPSBIIEN CBOKO A0NbYaTyr CTpyKTypy. Knetkm ['ome ckanmuBaroTcs
[JIaBHBIM 00pa3oM, B OKOJIOJOJbYAThIX MPOCTPAHCTBAX U B I[EHTPE OJIEK.
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VBenuueHusa nauMmdaTUdecKue y3Jbl CPEAOCTEHUS U OPIOUIHOM MOJIOCTH, Ha
pa3pe3e NTUM(AaTUYECKUX Y3JI0B BHUIHBI JKENThIE MATHBILIKUA, COAEpIKAIIUE
kietkn ['ome. B KOCTHOM Mo3re, Je€TrKMX, MOYKaX M HEKOTOPBIX IPYTUX
opraHax TakKXe OOHapyXHBalOTCsI KIETKH [ome noMHMO YKa3aHHBIX
U3MEHEHU B MapeHXMMATO3HbIX OpraHax oOOHapyXUBAKOT OTJIOKEHUE
IJIMKOJIUIIUIOB B HEWPOHAX, JereHEepalio HEUPOHOB TajaMmyca, 0a3ajJbHbIX
raHIJIueB, SiJep CTBOJIAa, CIOMHHONO MO3Ta M MO3Kedyka. B TkaHu mosra,
MEYEHH, CEJIIE3€HKM M KOCTHOTO MoO3ra OHMOXMMHUYECKH ONpeaAesercs
00JbII0€ KOJMYECTBO TJIIOKOLEPEOPO3UI0B.

OcHoBHbIe u3MeHeHUs npu Oose3Hu [ome mnpoucxoasit B oOMeHE
TJI0KOIEepeOopo3u10B BCJIEJICTBHUE WHAKTUBALUU H3UMA
TJII0KOIepeOpo3r1a3bl -HapylueHue I »ran KaTtabonau3Ma
IJII0KOIEepeOpo3uIoB. AKTUBHOCTH TJIIOKOLlEpeOpo3uaa3bl B Cele3eHKeE,
neiikonuTax, @uOpobracTax KOXKM NPAKTUYECKH OTCYTCTBYET MpPH
UHPaHTUIBHOU popMe U cocTaBisieT 0Koyo 15% HopMallbHON aKTUBHOCTH
npu (oBeHUJIbHOUW ¢opme Oone3nu [ome. HMccnenoBaHue aKTHUBHOCTHU
rJII0KOIepeOpo3u a3l B IEHKOUTAX KPOBU CIIOCOOCTBYET YCTAaHOBIICHUIO
AuarHo3a. AMHHOIEHTE3 C MCCIEJOBaHUEM KYJIbTYpU TKaHEH MOXKET
OMOYb BBISIBJICHUIO O0JIe3HM TIona Ha 4-M Mecsie OepeMeHHOCTH. Te-
yeHue paHHux ¢popm Oosie3HUu 6osee 310KauYeCTBEHHOE.

Jleuenue cumnTomatuueckoe, CruieHdKToMHS dPPEeKTUBHA MpU
reMopparu4eckoM CHHIpPOME.

lOBenunvHas u B3pocnas popmsl Oosie3Hu ['ome 0OyCIOBICHBI ABYMS

Pa3JIMYHBIMU aJJIEJIbHBIMUA PEUECCUBHBIMU MYTAllUSIMU ayTOCOMHOIO T'€Ha.
Y TeTepo3uroTHbIX HOCUTENEH NaTOJOTHYECKOro TeHa B JIEHUKOIUTaX
CHHXEHAa aKTUBHOCTbH I'ITIOKOLEPEOpO31Ia3Hhl.
NMMyHoJI0oTHYeCKAsi HEJOCTATOYHOCTH ¢ TPOMOOUUTONEHHE M IK3eMOu
(Buckorra-Onapuya cuHAPOM). ['eMaTolorHyecKue HapylIeHus: TpomOo-
UUTONIEHUS, AaHEMHs, TreMopparudeckuii cunapoM. Popma HapyUIEeHUS
UMMYHUTETA. Pa3zBuBaercs c POXKICHUS. Panuunit CHMIITOM
TPOMOOIIMTONIEHUYECKasl ~ mypnypa. B KIMHUKE  BEOyIIUM  SIBISETCS
reMopparuyeckuii cuHapom. IlosBisiercss KUAKUN CTYJ C INPUMECHIO KPOBH,
KPOBOUBIUSHUS PA3IUYHONM BENUYUHBI M (OpPMBI HAa KOXE, CIU3UCTHIX
000JI0UKaX, TMOJOKUTEIbHBIE CHUMIOTOMBI IIWIKA, XKryTa. B pe3ynbprate
KPOBOM3JIUSHUI BO BHYTPEHHHUE OPraHbl U KOKY Pa3BUBAETCS aHEMUS.

Hapsny c remopparusMu OTMedYaeTcsi BBICOKAs 4YacTOTa HH(EKIMOHHBIX
3a0oneBanuii.  Pa3BuBaloTcs  IHEBMOHMH, OpPOHXOIHEBMOHUHM,  OTHTHI,
nepMatuThl. [losiBisieTcst sK3ema, riaaBHBIM 00pa3oM, Ha JIUIE, KOHEYHOCTSX.
CreneHp BBIpaXXEHHOCTH DK3€MaTO3HOIO JiepMaTuTa pasnuuHa. Ilepuoanyeckn
MOTYT BO3HHMKAaTh TPAH3UTOPHbIE apTpuThl. OJHAKO KIMHUYECKH OO0JE3Hb
MOKET MPOSIBIATHCSA TOJBKO OJHUM IPHU3HAKOM -TpomOouuroneHuei. TsokecTsb
COCTOSIHHSA OOJBHOIO 3aBHCHUT OT CTENEHH BBIPaKEHHOCTH I'€MOpPPArnyecKoro
CHUHJIpOMa, MH(EKIMOHHOTO Ipolecca, 0O0YCIOBIEHHOTO HIMPOKUM CIIEKTPOM
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OakTepuii, BUPYCOB, TPUOKOB WM pPa3BUTHUs 3J0KAYECTBEHHBIX OIMYyXOJeH,
HAITIOMUHAIOUIUX PETUKYI03H10TeNn03 (cM. bonesns Jlertepepa -Cuse).

[Ipu uccnenoBanuu nepudepruyeckor KpoBU OOHAPYKUBAETCA JIUMQOIICHUS
C TEHIEHUMEH K CHI)KEHHIO B TeueHUuU Ooje3HH. Kak HCKIIOUeHHE YHUCIIO
TUM(GOIUTOB ObIBaeT HOPMaJIbHBIM. [TocTosiHHO OTMeYaeTcs
TpoMOonuTonenus. UMMyHOr100yIMHbBI B TUIa3Me MPUCYTCTBYIOT, HO YPOBEHb
ux Huskui. Habmonmaercsa aucrammarnoOynuHemusi. Ilpu 3ToM BbIsBIsETCA
HU3Kash  KOHUEHTpalMss  MMMYyHOriooynuHa M W [OBbIILIEHHAas-
uMMyHoriaoOynuHa A. [Ipu n3ydeHun rymopanbHbIX aHTUTEN OOHAPYKUBAIOTCS
cialble peakiMy K HEKOTOPhIM aHTUT€HaM (OTCYTCTBYIOT M30Tre€MarritOTHHUHBI
U peakluu K TOJUCaXapuUJHbIM aHTUTeHaM MeMmOpaH). Peakuuu KiI€TOYHOTO
TUNA OCJa0JeHbl K HEKOTOpbIM aHTureHam. llpu umMmyHOMOpQOIOrHyecKom
UCCJICIOBAHUU-TUMYC  HOPMaJbHBIM,  IUIA3MAaTUYECKUE  KIETKH  TaKKe
HOpPMaJIbHBI, TUM(GOIUTH B TUMYC3aBUCUMBIX NapaKOPTUKAIbHBIX O0JACTIX B
MaJIOM KOJINYECTBE.

B ocnoBe martorenesa mpexamnosiaraercs reHeTUYECKHH OJIOK Ha ypoBHE B-
cucteMbl. Bce mapametpbl a3 pepeHTHON TyrM UMMYHHOT'O OTBETA aJC€KBaTHBI.
JledbexT B mHUIIMATOpE crenuduueckoro MMMYHHOro oTBera. JlanHas dopma
UMMYHOJIOTHYECKON HEJIOCTaTOYHOCTH COYETACTCS C TEHETHYECKUM JIe(PEKTOM
o0pa3oBaHUs KPOBSHBIX IUIACTUHOK, O YE€M CBHUJCTEIBCTBYIOT H3MEHEHUS
CTPYKTYPbI METaKapHUOIIUTOB.

HuddepenumanbHblii AMArHO3 MPOBOASIT C TPOMOOIMTONEHUEH U dK3eMaMHU
Pa3JIMYHOTO MPOUCXOXKICHHUS.

JleyeHue: 3amecTUTelbHas Tepanusi, BBejeHue ¢akropa neperoca (DII),
aHTUTeMOpparuyeckue cpeacTsa (pyTUH, acCKOpOMHOBAs KHUCIIOTa, Mpenaparhl
Kampuus, BUTaMuH K B 703€,  COOTBETCTBYIOIIEH  BO3pACTY).
[IpoTrBOBOCHaTUTENBHAS M OOIICYKPETUISIONIAs TePAIIHs.

Hacnenyercs mo penecCuBHOMY, CHEIUIEHHOMY C X-XpOMOCOMOHM THIY.
Omnwucan Wiskott 8 1937 r., Aldrich u ap. B 1954 r. qoka3aiu HacJIeICTBEHHYIO
IPUPOLY.

KcanTomaro3 (Xonaa-lIwanepa-Kpucyena 0oJsie3Hb).]'ema-
TOJIOTUYECKHE HAPYIICHUS: TUITIOXPOMHAS aHEMUS; B KOCTHOM MO3I€ PETUKYJIE3.
OTHOCHUTCS K TpyHmne PETUKYJIOTHUCTUOUUTO30B.  XapaKTepU3YETCs
TpUANOi: MOpa)eHUe MIOCKUX KOCTeH, IK30(TanbM MU HecaXapHBIH
nuaber. Pannumu KJIMHUYECKUMHU CUMIITOMaMH ABJISIFOTCS
PK30(PTaabM, TOJHYpHUS, MOJUAUIICHSI, TOJIOBOE HEIOpa3BUTHE, Ha-
AUYUEe B KOXE MEJIKUX JKEJITOBATHIX Yy3€IKOB ((PONTUKYISIpHBIE W
ceboppouabl), OTEK AECEH, pacliaThiBaHUE 3y000, 4acTO MEPETOMBI
TpyOuaThiXx KocTeli. BecbMa XapakTepHbl TMOpPaXeHUS TMIOCKUX
KOCTeM uepema, SBIAOIIHECS CIEACTBUEM PETUKYJIO-TUCTUO-
nuTapHod mpoiaudepanuu ¢ oOpa3oBaHHEM TPaHyJIeM B HadYadbHBIU
nepuoJ MW TMOCIENYIIMEro paccachlBaHUS KOCTHOW TKaHH. Yamie
nmopaxkaroTcsi J00OHBIE, TEMEHHbIE W BHCOYHBIE KocTH. QOuar
NECTPYKIMU BHayalie ONpeAesieTcs B BUJE MIOTHOTO OOJIE3HEHHOTO
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BbIOYyXaHHUs, a 3aTeM NPUHUMAET BUJ KpaTepooOpa3HOro yrayOieHus.
Paszpymenue kocTeld OCHOBaHUS dYepema MW TJAa3HUIBl OBIBAECT
HACTOJHbKO 3HAYUTEIbHBIM, YTO OOYCIIOBIHMBAET OMYIIEHHUE TJIA3HOTO
s0JI0Ka KHU3Y .

MexaHuueckoe ClaBJICHUE TOJIOBHOTO MO3Ta
rpaHyJIeMaTO3HBIMH MacCaMH, Pa3BHBAIOMUMHUCSI W3 KOCTHOH TKaHW,
MO3TOBBIX 000JOYEK, DHAOTEIHS COCYI0B, MPUBOAUT K TMOSBICHHUIO
HEBPOJIOTUYECKUX HApPYIMICHWHA B BHJE MOPaXCHUS JHUIEBOTO HEpPBAa,
CHHIKCHHUS cryxa, HHUCTarMa, MO3KEYKO3bIX  PacCTPOWCTB,
NUpaAaMUJIHOW CcHUMIOTOMATHKH W 1ap. OnxHAakKo HEe oTMedaeTcs
nmapajieau3dMa  MEXJAY  CTEHNEHbK  KOCTHBIX  TOPaXeHUH U
BBIPAXKEHHOCTHIO HEBPOJOTHYECKON cuMnToMaTtuku. Crnenuduueckon
JoKanu3amuel  TpaHyleM  OOYCIOBIEHB  TakXke JK30(]Tanbm,
HecaxapHbli amabeT W Jpyrue DSHIOKPHHHBIC paccTporcTBa. Ilpwm
UCCIICIOBAHUA KPOBM OOHApy’>KWUBAIOT TMOBBIIICHUE XOJIECTCPHHA W
JUTIONPOTCUHOB H THUIIOXPOMHYIO aHEMHUIO pa3InyHOM crterneHn. Ha peHTre-
HOBCKHMX CHHMKax 4eperma W JPYyrux KOCTed -04Yaru OCTEOoIopo3a
HCOJMHAKOBOW HMHTEHCHBHOCTH C HEPOBHBIMH KOHTypaMu («4Yepem THIIA
reorpaduueckoil kKapThe»). Typemkoe cemio pacmmupeHo. B  KkKocTHOM
MO3T€ -3HAYUTCIIbHOC KOJUYSCTBO PETHUKYISIPHBIX KICTOK.

3aboseBanue HaunmHaeTcs oObIYHO B Bo3pacte a0 10 mert, pexe
paHblIe UIU B 0ojiee cTapuieM Bo3pacTe, MyXYUHBI 00Jel0T B 2 pasa
yamie >keHmuUH. [Ipu mo3zanem pebioTe 3a0oNeBaHUS HHIOKPUHHBIC
HapyuIeHHUs, KaK MPaBUI0, OTCYTCTBYIOT.

B ocHoBe 3a0o0eBaHus JexaT HapylleHHEe oOMeHa XOJieCTepHHa
U UHQUABTpanuid JTUMPOUIHBIMU U IUJIA3MATHUYECKUMH KIETKaMU
IUIOCKUX KOCTEeH, TBepJAOoHd MO3ToBOH 000JIOYKH, COCYJAO0OB U KOXH. B
KJIE€TKaxX MapeHXHMMAaTO3HBIX OpPTaHOB OOHapyXHMBAETCS HAKOIJICHUE
xonectepuHa. Tedenue 3abolieBaHUS TPOTrpecCHpPYIONMIEe  HIHU
UHTEPMUTTHPYIOIIEE.

3a0oneBanue cneayer Au@epeHIUPOBATH OT D03HHODUIBHOM
rpanyinemsl, 6one3nu Humana-Iluka, BpoxxaeHHOTo cud uinca.

Teuenne: guera € OrpaHUYCHUEM  JIMIIMJIOB,B  HEKOTOPBIX
cllyyas X peHTITeHOTepanus.
Tun HacCJIEJOBAHUSA ayTOCOMHO-PELECCU3IBIN. Onucano

Hands 1893r.,Schtiller1915 r.. Christians 1919 r.

Jlerkux ¢uoépo3 wuauonarmyeckuu. ['emMaronornyeckue HapyUICHUS:
MOJULIHUTEMHUS IPOSABISAETCSA NPOTPECCUPYIOIIEN OABIIIKONW U HUAHO30M,
JEro4Hol runepToHueil. XapakTepHbl Halblbl B BHUJE OapaOaHHBIX
najgo4yek. OTOT CHUMIOTOM MOXET MOSBUThCA 3a MHOTO JET [0
ocTaJbHBIX. [Ipy pPEHTr€eHOCKONUU JIETKUX onpenensercs Au@y3Hbii
¢bubpo3. B xpoBu -monunuremMus. bUOXHMHYECKH OTpEaeIsieTCs
Tak)Xe TMOBBINIEHUE Qpakuuu TramMMmarioOynuHa A B CBHIBOPOTKE
KpoBu. Tun HacienoBaHUsI ayTOCOMHO-JIOMHUHAHTHBIN.
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Jleiiko3bl (reHeruyeckue acnekrTbl). Ponb HacIeICTBEHHOCTH NP
JefKo3axX NpenCTaBisieTcs OYeHb ClokHOM. Ocoboe 3HaueHHe 3TOT (akT
npuoOpesl ¢ MOMEHTa ONUCaHUs Jeilko3a y 2 OJHOSHUEBBIX OJU3HELOB,
BO3HUKHOBEHUS €T0 B HECKOJIBKHUX MOKOJICHUSAX U Y 3-4 4JICHOB OJTHOW U TOH XKe
CEMbH.

[lepBblii reHeaTOrMYecKuii aHaIu3 MoJJ00HBIX ciiyyaeB ObL1 mpoBeaeH C. H.
ApnamaukoBeiM (1934). Videback, uccienys 3a0o1eBaeMOCTh POACTBEHHUKOB
npoOaHJOB JIEWKO30M, BBISIBWJ, 4YTO 3a00JIEBAEMOCTh JIEHKO30M Cpeau
poACTBEeHHUKOB cocTaBwia 8,1%, a cpenu poJICTBEHHUKOB 30POBBIX JIHI] -
Bcero 0,5%. O ponu reHeTuyeckux (aKTOpoB B Pa3BUTUU JIEHKO30B
CBUJICTEIIBCTBYET TAK)KE€ BO3MOXKHOCTH MOPAKECHUS HECKOJBKUX JIeTeH B OTHOU
CeMbe, OJHOSHIICBBIX OJM3HEIOB M CIy4daW BPOKICHHOTO Jieliko3a. M3BecTHO,
YTO Cpeau JIML, cTpajariux Oone3nbio JlayHa, 3a0071€BaeMOCTh OCTPBIM
nerko3oM B 20 pa3 BbIllIE, YEM B OMYJISLINH.

[IpyurHa yBETWMYEHHS YAaCTOTBI OCTPOTO Jieiko3a mpu Ooje3nm JlayHa
ocraeTcsi HescHOU. EcTh mpeamonoxxenue, 4yto 21-1 XpoMocoMa MMEET JIOKYC
reHa WJIM TCHOB, KOHTPOJIMPYIOIIUX KpOBETBOpeHHe. lIpemmonaracTcs, 4To
HacJieIoBaHWe  JIeKo3a  MOXXeT  OBITh  JOMHHAHTHBIM C  HU3KOWM
IICHETPAHTHOCTHIO, AyTOCOMHO-PEIIECCIIBHBIM €  BBICOKOW WJIM  MAaJjou
IICHETPAHTHOCTHIO. XPOMOCOMHBIC WM3MCHEHUS KaK TpPH OCTPOM, TaK M TPH
XPOHUYECKOM JICHKO3€¢ HEMOCTOSHHBI U BeCbMa BapuaOesbHbl. OHHM CBS3aHBI C
NPOSIBIICHUEM COMAaTHYECKOM MyTallid B KpPOBETBOPHBIX KieTKax. OJHaKo
OJTHQXIbl YCTAHOBJIEHHBIE, OHU MMOCTOSIHHO OOHAPYKUBAIOTCA B KOCTHOM MO3Te
B OCTPBIX CTaJuAX OoJie3HH (B HayajdbHOU (hopMe J0 JIeYeHHUs U B PELUIUBAX
nocJie JICUeHUs) B TeUEHHUE MECAIIEB WM JIeT moclie Havana 3aboneBanus. [lpu
OCTPOM JIEHKO3€ OHHM XapaKTEPHU3YIOTCS aHEYIUIOUIUEH U CTPYKTYPHBIMH
HapymeHusiMu xpomocoMm. [locnennue vaie ooHapyxuBatorcs B rpynmnax C, /1,
E. Xapakrep aHeymiaouauud 3aBUCUT OT IUTOMOP(OJIOTHYECKOro BapHaHTa
OCTpOro Jerko3a -mpu JUMEGOOIACTHOM dalle HaONI0JaeTCs IMOJUTIIONIHBIN
HAO0Op XpOMOCOM, TPU MHUENO0JIACTHOM -IUIIOUIHBIN. IIpu XpoHHYECKOM
MUENI0JIEHK03e 00HAPYKUBAIOTCS CTIEIM(PUIECKUE XPOMOCOMHBIE U3MEHEHHS B
OJIHOM W3 ayTocoM 21-i mapsl B BUJIE A€NCIUU (WM TPAHCIOKAIIMU) IJIUHHBIX
mreun. Takasi H3MEHEHHAsE XpOMOCOMa ObLIa Ha3BaHa (rranensuiickoii (PH')
0 WMEHH Topojia, TJie e¢ BHepBbie oOHapyxwr Tough u ap., B 1961 r. mo
BUJIUMOMY JIEHKOMOT€HHBIC U3MEHEHUS TPOUCXOAT B T€HAaX, OTBETCTBEHHBIX 32
KPOBETBOPHYIO CHCTEMY B 1I€JIOM, HO TOT WJIM MHOW MAaTOJOTUYECKUN MPU3HAK B
3aBUCUMOCTH OT TpajMeHTa U3MEHECHUI MOXET HE MPOSBUTHCA B TEUCHUE Psiia
JIET WIM WHOT/IA TPOSBIAETCS Cpa3y MOCe POXKIACHUS (BPOXKIECHHBIN OCTPHIif
neiko3). OmHAKO CyIIecTBYyeT MHEHHE, YTO POJIb TEHETHYECKUX (HaKTOpOB B
Pa3BUTHH JICHKO30B OMpEJENsieTCs] HacleJOBaHUEM HE JOMHUHAHTHOTO WIIH
PEIECCUBHOTO  «JIEHKO3HOTO» T€Ha, a KOHCTUTYIIMOHAIBHBIX MPU3HAKOB,
o0JIeryaromux pa3BUTHE ATOTO 3a00eBaHUs (MAaKpOCOMHS C TUNEPPYHKIIUEH
BUJIOUKO30M KEJE3bl, BPOXKJEHHAs TMaTojorus oOmeHa TpunrtodaHa ¢
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HaKOIJICHHEM B OPraHU3ME DHJOIEHHBIX JIEHKO3HBIX areHTOB -HEKOTOPBIX
METa0O0JIMTOB ATOM KUCIOTHI U T. 11.).

N3ydeHne TEeHETHYECKHX BOMPOCOB JIEMKO30B,Mepenaud 3a00JieBaHUs IO
HACIIEJICTBY JIETSIM, BHYKaM, MPOBHYKaM OT UX MPEJAKOB KaK B TEOPETHUYECKOM
TaK M B TMPAKTUYECKOM 3APABOOXPAHEHUS] TPEACTABISET UYpEe3BydaiHbIC
HMHTEpPEChl ¥ MO3TOMY BHHU3Y IPUBOJIUM HaIlld HAOJIOICHHUS B 3TOM BOIIPOCE.
Haomonenue 7 3-Ba K.21 neT crpagaer ocTpbIM MHENIO0JIACTHBIM JIEMKO30M U
O0epemenHa Ha 36 Henenu. M3 pomociaoBHOM npobaHae BUAHO, 4To €€ Oalyiika
(I11-11) mo oty ymepiia OT OCTPOr0 MHENOOJIACTHOTO JiciKo3a B 42 JETHOM
Bo3pacte 15-1eT TOMYy Haszajg B TEeMaTOJIOTHYECKOM OTACICHUU KIUHHUKE
AHIMKaHCKOTO MEIUIIMHCKOTO MHCTUTYTA.

B pesynbrare TmiarenbHO cOOpaHHOM aHaMHE3€ YIaloCh BBISICHUTH , UTO
crapmbie cectpsl (11-4,5,6,8,9,10 ) 6 neBouek u crapmwuit 6pat (I11-3) mpobanna
3-se K.21 net Bce onm ymepnu 4,5,6,8 netHeM Bospaste, apyroi Opart (I1-2)
yCTEJN )KEHUTCS, HO HE UMEB JIETE OH TOXKE YMEP OT YeTro He U3BECTHO. [IpuunHbI
UX CMEPTH OCTABAINCh HEU3BECTHBIMH, MOCKOJbKY BCE OHM YMEPJIM B paHHEM
JETCTBE B JIOMAIIHUX YCIOBUSIX W HE OOpamanuch 3a MEIUIIMHCKOU
MOMOIIBIO. 371eChb E€CTECTBEHHO BO3HUKAET BOIMPOC, YTO OHHU CTpajaiud u
YMUPAIN OT KaKUX TO TOKEIBIX 3a00JIeBaHUN, MOXKET OBITh U OT JIEUKO30B, O
yéM cBHaETeNbCTBYET uTo mpodanaa (IV - 1) 6omsrHo OMJI 3xech ciemyet
OTMETHUTH, YTO TOCJE THIATEIBHOIO 00CJEe0BaHUs B MEpUPEPUUESCKOM KPOBHU
npoOaHbpl  TemorjaoouH -51.5 rp/m , SpUTPOLUTHI 2,45x1012/10n , un -0,6 ,
TPOMOOIIMTHI 98x109/ﬂ, muenobmactel 81 %, mnamoukosaepueie S5 %,
cermeHTosiiepHbie 8 %, mumbanutsl 6 %, COD 68 Mmm/u.

B xoctHOM MO3re OnactHbie KieTku 76 %.lluroxumudeckas peaxiusi Ha
NEPOKCHIa3y MOJIOKUTEIbHO. BBIBO TUArHo3 OCTphI MUEIOOIACTHBIN JIEHKO3
(OMJI)  neiikemuueckas  ¢opma. PemeHo  mpoBecTH  OOMH  KypC
noymxumuorepanus (IIXT) mo nmporokony 5+2 1muro3ap, JOyHOPYOUIIMHOM (C
28.08 — 01.09.2014 ) u mpyrue cumnromaruyeckue jedeHus.Cpaszy mocie
KOTOPOTO 10 COIVIACOBAHMU aKylIep-TMHEKOJoraMu ObUla TIepeBelieHa B
ponunbHbIl oM Nel nmmst yexkopenus ponopaszpemenus. 03.09.2014 npobanna
D-Ba K. poauna 3mopoBoro maiapunka Becom 2600 rp (Ha TpeThe AECHBH IOCTE
poXacHHuS y peOcHKa B3dTa oOmuii aHanu3 nepudepudecknx kposu; Hb 150
/1, SPUTPOIUTHI S,OXIOlZ/H, TPOMOOIIUTHI 290x109/n, JICHKOIIUTHI 22,4X109/J'I,
COD 4mMm/gyac) OT KEHIIMHBI OOTBHOM OCTPHIM MHENOOJACTHBIM JICHKO30M
JOHAIIMBAaTh OEPEMEHHOCTh U POXKAaTh 310POBOTO peOEHKAa OT OOJBbHOW MaTepu
OCTPBIM JIEMKO30M — BCTPEYAECTCS KpPaWHE PEAKO M YHUKAJIbHBIA HOBOCTH 32
BCIO ucTopuio cymiectsoBanus KimHuk AI'MU ¢ 1973 roxa.

W3 pomociioBHoOI sIcCHO, 4To TTpobanma I-Ba K yHacienoana ot 6adymiku ( 11-
11) 1o oTIry, MOCKOJBKY (6 4enoBek) crapmue e€ céctpel u 1 OpaT ,Bce OHU
yMEpIM B paHHEM JETCTBE U HE ObUTM OOCJIEIOBAHBI B MEIYYCPEKICHUSIX.
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Puc.8. PogocnoBnas O-a K. 21 ner 6onpHass OMJI, Gepemennas 36 Henemb.
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A co croponbl 0a0ymku ( 11-16) 1m0 MaTepUHCKOH JIMHUYU 5 YeIOBEK MJIaamiei
cectpsl ( 11-22,24,26) oOpat ( 11-19,21) Bce oHM ObUIM 3TO0POBBIMHU U HE OBLIH
CMEpTHBIE Ciiyyaily B JE€TCKOM BO3pacTe (CMOTPHUTE pOJOCIOBHas mpobanma -
Ba K 21 7er).

JleiikouuTOB aHOMaJusA AJjbAepa. OTO aHOMaNMs 3E€PHUCTOCTU JIEMKO-
LIUTOB. 3€pPHUCTOCTb LMUTOIJIA3Mbl  HEUTPOQUIBHBIX W  0a30(pHIBHBIX
IPaHyJIOUMTOB U 303HHO(DHUIIOB OUEHb KpYyIHas, a3ypoduiibHasg U TaK OOUIIbHA,
YTO SiF[pa ATUX KIETOK B OKpAIIEHHBIX Ma3Kax MOYTH He BUIHBI. Kpome Toro,
KpynHas a3ypo@uiibHasi 36pHUCTOCTh OTMEYAETCA B TUMQPOIIMTAX U MOHOLIUTAX.
Pasmep knetok yBenuueH. Kpymnas azypoduiibHas 3€pHUCTOCTb BBISBISETCS
TaKK€ B LMUTOIUIa3M€ TPaHyJOIMUTOB B KOCTHOM Mo3re. Co CTOpOHBI
SPUTPONOd3a U METaKapuoOLUTONOd3a HU3MEHEHUH He  Habmomaercs.
BcetpeuaroTcs Tak Ha3pIBaeMble YaCTUUHBIC HOCHUTENU, Y KOTOPBIX aHOMAaJbHas
3epHHUCTOCTh OOHAPYKUBACTCS WU B HEUTpodmiax (HeUTpohUIbHBINA THI), WU
B nuMdornuTax (IUMQGONUTAPHBIA THUM), WIK B MOHOLUTAaX (MOHOUUTAPHBIN
TUI). DTa MaTOJOrUsl JEHKOLUUTOB YaCTO COMYTCTBYET OOJIE3HSIM HAKOIUICHUS -
raprowsiu3mMy, JUMOUAO03aM W Jp. XUMHU3M NaTOJIOTMYECKOW 3EpPHUCTOCTU
JIEWKOIIMTOB HE YCTaHOBJEH. [[pHUMHBI 3TOTO CUMIITOMOKOMILJIEKCA CBSI3BIBAIOT
C BPOXKJICHHBIMHU pacCTpoiicTBaMU MeTadoiu3Ma mnojucaxapuaoB. Jleuenue He
paszpaborano. [IporHo3 B Tex ciyyasix, KOIrJla aHOMaJlHs HE COIYyTCTBYET
00JIE3HIM HAKOTUICHHUS, OJaronpHUsITHBIN.

Berpewaetcss ouenb peako. Tum HacnenoBaHus JaHHOM NATOJOTUU HE
ycTaHOBJIEH. AHOMajus BrepBsbie onucana Alder B 1937 r.

Jeiikonnros anHomaaus Mopaana. XapakTepHoii 0cOGEHHOCTHIO aHOMAJHH
ABJIAETCS HAJIMYKUE BaKyOJIM3AlMU ITUTOIIA3Mbl TPAHYJIOIMTOB, MOHOLIUTOB M
uHorga JnuMdouuToB B mnepudepuyeckod KpOBM MU KOCTHOM Mosre. B
JUTEpaType UMEETCs ONMHMCAHME JIBYX CEMEH ¢ MaHHOM aHoManuel: y 2 OpaTbes,
KOTOPBIC CTPaJaad MPOrpeccupyromeii Mpleunon aucrpodueii (Jordan), u y 2
cecrep, crpaaaBmux uxtuo3om (Rosenszajn).

[Ipennonaraercsi, 4TO aHOMAJIUS JEUKOUUTOB MopaaHa sSBISIETCS BTOPUYHOU
U Pa3BUBACTCA B CBSI3U C TSIKEIBIMU META0OIMUECKUMH HAPYIICHUSIMHU.

Omnwucana Brepssie Jordan B 1953 r.

JleiikouuToB aHomaauss Mes-XerriiuHa. 3akiO4aeTcsi B TMOSBICHUU
ouaroBod  0azopuIMM B 3pENbIX HEUTPOPWIBHBIX TpaHyJIOIUTaX U
so3uHOmIax. OrpaHnueHHble 0a30(UIbHBIE YYACTKH JIMIIEHBI 3€PHUCTOCTH U
COOTBETCTBYIOT TenbllaM KHs3pkoBa-Jlene. Te ke m3meHeHUs OOHApPYKEHBbI B
UTOIIa3Me  0a30(UIBHBIX TPAHYJOIMUTOB W MOHOIUTOB. (OTMeuaercs
o0pa3oBaHHe TIMraHTCKHX TpombormroB K tpombomenms o 40-30x10%/m.
Hepenko ObiBaeT 3puTpo061aCcTO3.

Knnaundecku 3a0051€BaHNE MOXKET MPOSBISITHCA T€MOPParnueckKum
CUHJPOMOM YJUIMHEHUEM BPEMEHHU PETPAKIIMU KPOBSIHOI'O CTYCTKa,
HOPMaJIbHBIM BPEMEHEM KPOBOTEUYEHUS U CBEPTHIBAEMOCTH.
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HNudbdepenumanbublii  quar€Ho3  clielyeT  MpPOBOAUTH C  JPYTHUMU
reMopparuyeckumu cuHapomamu. Jleuenue cumnromatuyeckoe. IIpornos
0JIaroNpUsATHBII.

Mopdonorusa naHHOW aHOManuu JiedkouutoB onucana May B 1909 r.
HacnencteenHslii xapakTep aHoMaiauu BrepBbie otMmeTwin Hegglin B 1945 r.
Hacnenyercst mo JOMUHAHTHOMY THITY.

JleikoMTOB aHOMA/IMA s/ePpHas NeJjbrepa (rpaHyJIOUTO AHOMAJIUA
KOHCTHUTYIIMOHAJILHASI, HACJEJCTBEHHAS] AHOMAJMW CerMeHTAlUuu sijiep
JeHKOUMTOB). AHOMamuMsg  HE  BBI3BIBACT KAKUX-THOO MATOJOTHUYECKUX
HapyuieHud B opranusMme. llenbrepoBckue HEUTPOPUIBI IO CBOUM OCHOBHBIM
(U3MOIOrHYEeCKUM CBOMCTBaAM (CITOCOOHOCTH K (HaromuTo3y, COJAEpHKaHUIO
¢bepMeHTOB, B YaCTHOCTH IIeJOYHOM (ocdaraspl, IIUTETLHOCTH >XU3HU B
MUPKYJIUPYIOIIEH KPOBU) HE OTIMYAIOTCS OT HOPMAJbHBIX  3pEibIX
HedTpoduioB. Mzyuenue kapuotuna u cuHTe3a JIHK B KOCTHOMO3roBBIX
KJIETKaX Tak)Ke€ HE BBISBUIO OTKJIOHEHWM OT HOpMBI. Peakumu HocuTenein
NeJIbIePOBCKON aHOMANIMU Ha MH(MEKIIUU, KPOBOTIOTEPU U T. M. HE OTIUYAIOTCS
OT COOTBETCTBYIOIIUX PEAKIIUA Y HOPMATbHBIX.

OCOOEHHOCTBIO  TENIBIePOBCKUX  JICMKOIUTOB sBiIsieTCss (opma  sjpa.
BonpmuHcTBE HEUTPOPHUIOB UMEET OJHOJI0JIEBOEC HECETMEHTUPOBAHHOE SIJIPO B
BUJIC dJUIHIICA, 000 WJIM TIOYKH; OHU KOpode sAep OOBIYHBIX HEUTPODUIIOB.
HaGmronaroTcst mepexoapl TBYCETMEHTHBIM SipaM; sijipa ¢ TpeMsi CerMeHTaMH
noutu He BcTpedaroTcs (3 Ha 100 HeHTpodUIOB). DTH KICTKU OTIMYAOTCS
TAK)K€ KODOTKMMH TE€PEMBIYKAMH MEXKJIYy CETMEHTaMU M KOMKOBAThIM
CTPOCHHEM SIpa.

Bcerpeuaercs noBonbHO vacto: y 1 Ha 1000-500 yenoBek. [lokaszan Hacien-
CTBEHHO-CEMEMHBII XapaKTep aHOMajuu, NepeAarolleicss MO ayTOCOMHO-
JOMHHAHTHOMY Tuny. IleHeTpanTHOoCT, aHoManuu Onuszka Kk 100%,
AKCIIPECCUBHOCTh y pPAa3HbIX YICHOB CEMbH MOXET OBITh OJMHAKOBA WIIU
BBIp@)KEHA B Pa3IMYHOMN cTemeHu. Yaie BCTpeudaeTcs reTepo3uroTtHasi gopma,
ClIy4yal TOMO3UIOTHOTO HOCHUTEIbCTBA HUCKIIOUUTENBHO PEAKU, YTO IO
CYIIECTBYIOIIEMY MHEHHIO MOXKET OBITh CIICJICTBHEM JIeTabHOTO () eKTa reHa
B TOMO3UTOTHOM cocTosiHuu. Omnucana Pelger B8 1930 r.

JleiikounToB anomauus Yenmaka-lllreiitnOpunka-Xuracu. HaOmronmaercs
UCKITIOUUTEIBHO Yy JeTel. B GonbImIMHCTBE ciydaeB JuIla, CTPAJaroniue aHo-
Manuen Yennaka-IllteitHOprHKA-XWUracu, SBISIIOTCS albOMHOCAMH WM OYCHB
CBETJIBIMUA OJIaHIMHAMHU C TIOBBIMIEHHON YYBCTBUTEIBHOCTBIO K CBETY
(boTodobust). Jletm ckiIoOHHBI K OaHAMBHBIM HHQEKIHSAM (YacThle KaTapbl
BEPXHUX JbIXaTEIbHBIX MyTEW, aHTUHBI, THEBMOHUU, TUIEBPUTHI, MHOJECPMUH,
CeICuc). B NalIbHEUIIIEM MPUCOECAVHSAIOTCA  T€NaTOCIUIEHOMET AN,
muMboaZCHOTIATHS, KENTyXa, TMOSBISETCA aHeMus, TpoMmOoruToneHus. B
nepuo]i HHPEKIMA B KPOBU MOXKET TMOSBISTHCS JICHKOIMTO3, HO COACpIKaHUE
HEHUTPODHUIIOB TIPH ITOM, KaK MPABHUIIO, HU3KOE.

['maznas cumMnroMaTtvka CKIAJIbIBAETCS W3 CBETOOOSI3HU, YMEHBIICHUS
CJI€300T/CNICHHS, TMEPUKOPHEATbHON WHBEKIIMU, HUCTarMa, IOMYTHEHUS
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pPOTOBHUIIBI, OOECIIBEUMBAHUS PaAy KU, CIa0OW MUTMEHTAllMM TJIa3HOTO JIHA,
noOJIeJTHEHUSI JUCKOB 3pUTENbHBIX HEPBOB. PanykHas u cocynucras 000JI0YKH
UHQUIBTPUPOBAHBI TUM(POIIUTAMU U TUCTUOIUTAMH.

CyIHOCTh aHOMAJIMU 3aKJII0YAETCs B KAUYECTBEHHBIX U3MEHEHHUAX BCeX (popMm
JEHKOLMTOB. B 1uToIiasmMe rpanyaouToB, TUM(OIUTOB U MOHOIIUTOB PSIAOM
C KPYIHOM 3€pPHUCTOCTHIO  OTMEUAIOTCS  IIAPOBHUJHBICE  a3ypoduiibHBIC
oOpaszoBaHus pazmepe 2-5 MKM, OKpYKEHHbIE€ CBETJIbIM 000aKOM. B
HeuTpoduIax u MOHOITUTAX ITH TUTaHTCKHUE rpaHyJibl
MEPOKCHUIA30MOJI0KUTEIbHBI, B IUM(OLUTAX -IEPOKCUAA300TprLIaTeNbHBL. [Ipu
okpacke 10 PomaHoBckoMy-I'mm3a KkpymHbie a3ypo(uiibHBIE TpaHyJIbI
BcTpedatorcss win B Kaxaom suMmporure (Chediak), wim Tomsko B 20%
(Higashi) Ecth ocHOBaHHMs cunTaTh, 4TO 3a00JCBAHHE CBSI3aHO C IMATOJOTHEH
au3ocoM. OTEUeCTBEHHBIMU aBTOPAaMU  BBISIBJICHO TaKXe€ 3HAYUTEIIHLHOE
MOBBIIICHUE AaKTUBHOCTH HE crenuduyeckon o-HadTriianeraTdcTepasbl Hu
kucion Qocdarazpl B aHOMANBHBIX TpaHyjdax JEHKOIUTOB U JIMMQOIUTOB
KpoBU y JeTedl ¢ cuHapomoMm UYeamaka-Xuracu, 4dYTO TOJTBEpPKIAET
NPENNOJIOKEHUE O CBSI3U 3a00JIEBaHUS C ATOJIOTUEH JIM30COM, HApYIIEH TaKXKe
MeTa0onu3M COUHTONIMIUAOB B JIeWkonuTax. WX yCKOpeHHBIH pacran
PEeBATUPYET HAJl CUHTE30M.

Kpome Toro, B mmrormiazme yacto oOHapyskuBaroTcsi Tenblia KHs3bKOBa-
Hene OTMeuaroTCsi U3MEHEHHUS B CTPOCHHMHM XpOMAaTHHA Siep ATHUX KJIETOK. B
CUCTEME KPacHOU KpOBH U TPOMOOIIUTOB U3MEHEHHI HE HaOII0qaeTCsl.

[laTonoroanaroMu4yecku oOTMe4aeTcss HHQGUIbTpAIUS IEUEHHU, CeJIe3eHKH,
TUM(paTUYECKUX Y3JI0B, KOCTHOIO MO3ra, MOYEYHBIX KaHAJbIEB U HEPBHBIX
KJIETOK He3peJbIMU TUM(OUTHBIMU KJIETKAMHU U TUCTUOIUTAMHU.

[Iporno3 HeOnarompusTHbIA. HecMmoTps Ha JiedyeHue, KOTOpOE JaeT
BPEMEHHOE YJydllleHWe, BCE JIETH MOruOaroT B BO3pacTe 10 7 JET, TJIaBHBIM
o0pa3oM B CBS3U C Pa3BUBAIOIIMMCS cercucoM. MIMeroTcsi Tullb eIUHUYHbIC
HAOJTIOIEHUS Ooiee IPOJIOKUTEITLHOMN JKU3HU JIETEN. Jleuenune
aHTUOMOTHUKAMH, CyJdb(QaHUIaMUJaMA U TOPMOHAMH  BBI3BIBACT  JIMIIb
BPEMEHHOE yiydllleHue. Y JeTedl pa3BUBAIOTCS XPOHUYECKUE CENTUYECKHE
COCTOSIHUSA U3-3a HAPYIICHUS 3alUTHON (QYHKIIUU JIEHKOIIUTOB.

Hacnenyercs mo ayTocomMHO-peniecCUBHOMY Tully. Y  (EHOTHIHUYECKU
3I0POBBI. .TE€TEPO3UTOTHBIX ~ HOCHUTENICH OOHApYyKUBAIOTCS 3€PHUCTOCTH B
muMpoIuTax, CHIDKCHUS ypPOBHS COPUHTOMHENWHA U JIU30JCIUTHHA B IUIA3Me
KpPOBH.

Anomanus BrepBbeie ormmcana Ceser B 1943 r., a 3atem Steinbrinck (1948),
Chediak (1952) u Higashi u Sato (1954).

JleikOUTOB HENTPOPUIBHBIX IHIEPCerMEeHTAlMs sAAep. Y JUIl C 3TOU
aHOMalluel TmpeoONagaloT TPAHYJIONHUTHl C YETHIpbMs (M Jaxke OOJbIIe)
CerMEHTaMM sijpa. OJTa aHOMAaJusi HANOMUHAET TaK Ha3bIBAEMbIA CIIBUT
IrPaHyJIOLIMTOB BIIPAaBO, BCTPEHAIOLIMNCA NpU aHemuu AnaucoHa-bupmepa,
Merajgo0JIacTUYECKOM aHeMUU TPYIHBIX JIeTed W pexe -Mpu APYrux
3a0oyieBaHMsAX. B KOCTHOM MO3re€ JHUIl  3TOM aHOMaJIMEHd BCTPEUYAIOTCS
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MHO)XECTBEHHbIE =~ TMTAHTCKUE  METAMHEJIIOUUTBHI,  KOTOpbIE  SIBJISIOTCS
MPEAIIECTBEHHUKAMU MHOTOA0IbYATHIX IPAHYJIOLUTOB.

BposkneHHasi runepcerMeHTalus aep rpaHyjJolUTOB HE JaeT KIMHUYECKUX
CUMIITOMOB.

Jleyenue He nposoaurcsa. Hacnengyercs mo ayroCOMHO-PELIECCUBHOMY THILY.
AHOManusi BCTpEYaeTcs, BEPOATHO, JOBOJBHO YAacTO, OJHAKO TILATEIbHO
M3y4YeHbl TOJBKO HECKOJBKO ceMeil. BcrTpedaercs reTepo3uroTHas u
roMo3urotast Qgopma anomanuu) CABUT BOpPaBO HamOOJEe BBIPAXKEH IpU
TOMO3HMIOTHOM cocTosiHUM. Briepseie onmcait Undritz 8 1939 1. 1

JleiikouuToB OTCYTCTBHE BPOXK/IEHHOE (peTuKyJasIpHAS aHC
rene3usi).IIposiBisieTcss ¢ pOXIEHUS U XapaKTEPU3YETCs  pa3BUTUEM
MOJIHUEHOCHOTO CENTUYECKOTO COCTOSIHUA, HE KOPPUTHUPYEMOTO
aHTUOMOTUKAMHU, MPUBOASAIIETO JIETATLHOMY HCXOAY Ha 5-8-i1 neHp xu3Hu. B
KPOBM OTMEYAETCS TOJHOE OTCYTCTBU JIEMKOLMTOB TP HOPMaJIbHOM
COJlepKaHUM  JPUTPOUMTOB U TpoMOomuToB.  [laromopdonornyecku
0OHapy’KMBAETCS MOJIHOE OTCYTCTBUE MUEJIOUIHBIX 3JIEMEHTOB B KOCTHO MO3TE,
a B BUJIOYKOBOM KeJie3e U celie3eHKe-TUM(OIUTOB.

B ocHoBe marorenesa 3a0osieBaHUs JIEKHUT TOTajdbHAsh MMMYHOJIOTHYECKas
HEJ0CTaTOYHOCTh. THN HacleoBaHUSI ayTOCOMHO-pELleCCUBHBINA. 3a0oeBaHne
omucano Vaalu Seyniiaeve B 1959 1.

JlemuTHH-X0J1eCTepUH-alleTUITPaHCepa3bl HeAOCTATOYHOCTH (HOpyMa
0o0Jie3Hb). ['eMaToNIOTMUECKHE HAPYIIEHUSI: HOPMOXPOMHAsI aHEMMUSL.
XoJsecrepoaa dcTepupuKanuu nedexr. ['ematonorunueckue
HapyUICHHUSA: HOPMOXpPOMHas aHEMHUS c FeMOJUTHYECKUM
KOMIOHEHTOM; B KOCTHOM MO3r€ MEHHCThIE KIETKHU. XapaKTepHU3yeTcs
HOPMOXPOMHOUM aHeMuel ¢ HeOOJbIINM T'e€MOJIUTUYECKUM KOMIIOHEHTOM,
IPOTEUHYpHUEH, TOMYTHEHUEM POTOBHIl. B ceMelHOM aHamMHe3€ BCTPEYarOTCs
CJIy4au MoJarpbl, caxapHoro nuadera.

buoxuMndeckn B CBIBOPOTKE KPOBH OINpPEAEHSAETCS OTCYTCTBUE JICLIUTHH-
xonectepuH-anetrwiTpancepazsr  (JIXAT),  nIunonpoTeMHOB  BBICOKOM
mwiotHoct  (JITIBIT). Kpome Toro, oTMedaeTcs THUIIEPXOJECTEPUHEMHUSA C
conepxkanueM 3(upoB xonectepuHa Hke 10%, TUEPTPUTITHIICPUTEMUS,
BBICOKMU YpPOBEHb JICLIMTHUHA W HU3KAW YPOBEHb JU30JIeUUTHHA. JIunumHbIi
COCTaB JPUTPOLIMTOB OTIMYAETCS OT HOPMBI MOBBIIICHHBIM COAEPKAHUEM
XOJIECTEpUHA U JICLIUTHHA.

[Ipu rucToIOrN4ecKOM HCCIeI0BaHUM KOCTHOI'O MO3ra M MoYeK 0OHapyKeHO
HAJMYKE MMEHUCTHIX KJIETOK, 00TaThIX d(hrpaMu XoJeCTepHHA.

3aboneBanue oOycioBieHo orcyTcTtBueM JIXAT, koTropas Wrpaet BaKHYIO
pOJIb B 3CTEPU(PUKALINH XOJIECTEPUHA HEMOCPEACTBEHHO B IJIa3ME€ KPOBH. DTOT
myTh 00pa3oBaHus 3(HUPOB XOJeCcTEpUHA sBisieTca AoMUHUpYomuM. JIXAT
CEeKpETHUPYEeTCsl TIEYEHbIO B HEAKTUBHOM (OopMe U MO CTPYKType JTHOO0 CXOJHA C
JITIBII, nu0Go cocTaBisieT ¢ HUMU KOMILUIEKC. DcTepuuKaius XoJecTepruHa ¢
nomompio JIXAT ocymecTBisieTcss ¢ oOpa3oBaHUEM JIM30JICIIUTUHA U d(PUPOB
XOJIECTEPHHA.
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[Iporno3 6maronpuaTHbId. bobHBIE JOKUBAIOT 10 MPEKIOHHOTO BO3PACTa.
Tun HacnenoBaHus He YCTaHOBJIEH. 3a0oneBanue onucano Norum u Qjone B
1967 r.

JInmporucruonuros- Jerrepepa-Cuse-Aodra.

XapakTepu3yeTcsl MOSABICHUEM KIMHUYECKUX CUMITOMOB B BO3pacte 110 9
Hen. llposiBisercs OnegHOCTBbIO, TEHEPATU30BaHHOM JHMQajeHONaTHEH,
renaTtocijieHoMeraaueid. B KpoBH ompeaensioTcsl BbIpakKeHHash aHEeMHs W
TPOMOOLIUTONICHHS,  KOTOpasi  TMPOSIBJISIETCS.  HOCOBBIMHM,  PEKTaJIbHBIMU
KPOBOTEUEHHUSAMH, KPOBOMBJIMUSHUSMH B pa3IUuHbIE OpraHbl W TKaHHU.
['ucronornuecku B nuMmdoy3nax, B  KOCTHOM  MO3re,  II€YEHH,
WHTEPCTUIIUATIBHBIX TKaHSAX JIETKUX M TIOYEK Ompenensercs mpoiudepaius
mudGepeHIIMPOBAHHBIX THCTUOIIUTOB, OO0pa3yIOIIUX KOHTJIOMEpPAThl, WU B
dbopme nuddysHoit unbunsTpanuu. IlatoreHes 3abosieBaHusi HesiceH. Tum
HACJIeI0BaHUsl ayTOCOMHO-PELIECCUBHBI.

Makporaodyaunemusi BaabaencTpoma. ['emaronoruyeckue HapylieHUS:
anemusi, yBenudeHHas COD; B KOCTHOM MoO3re MU JUM@aTHUYECKUX Kele3ax
MenkoauMdonmTapHas ~ MHOWIBTpAMS.  XapaKTepU3yeTcss  MOCTEIEHHBIM
HA4aJIOM B 3pEJIOM BO3pacTe ¢ MOTEPU MaCChl, 00IIeH c1aboCTH, yTOMIIIEMOCTH.
[To3gHee pa3BuBaeTCs aHEMUS, CKIIOHHOCTh K KPOBOTEUYEHHSIM, CepCUHAsI HE0-
cTaToyHOCTh. [Ipu uccnenoBaHuu KpoBH OOHAPYKMBAETCS PE3KO YBEITWUYEHHAs
COD. DnexkTpodopeTUYECKH B CHIBOPOTKE KPOBU BBISBIISIETCS TOBBIIICHUE
ypOBHSI TaMMmarjoOyJlirHa C BBICOKOM MOJEKYJIsIpHOM Maccod. B myHkrtarte
KOCTHOTO MO3ra -MeJKonuMdonuTapaas uHunsTpamus. Tedyenue 3ab01eBaHus
IPOTrpecCUpyroIiee.

[TaroMmopdonornuecku BbIsIBIIIETCS U dy3Has rieiiomopdHas
UHOUIBTpALMsT KOCTHOTO Mo3ra u JuMmdoysnoB. Ilatorenes 3aboneBaHus
HEsICEH.

Hacnenyercss mo ayTOCOMHO-AOMHMHAHTHOMY THIY C pa3ITUYHON
MIEHETPAHTHOCTHIO U AKCIIPECCUBHOCTHIO. B HEKOTOPBIX ciydasX y OOJIbHBIX U
UX POJICTBEHHHKOB ONKCHIBAIOT XPOMOCOMHBIE aHOMAJIUH.
3aboseBanue onucano Waldenstrom B 1944 1.

MetremoryioonHemMusi, 00yCJOBJIEHHAsI NPHUCYTCTBHEM TreMorjoomHa M.
XapakTepu3yeTcsi IMaHO30M KOXXH W CIU3UCTBIX O000JOYEK, OJBIIIKON
cepareOneHueM, roJIOBHOM 00JIBIO.

B ocHOBe maToreHe3a JI€XKUT CHHTE3 B OpraHU3ME aHOMAaJIbHOIO
remorio0nHa M, B KOTOpOM TUPO3WH 3aMeleH TUCTUANHOM B O- Wi B-1iend (o
- u P -BapuanT). Takoe 3amenieHne MPUBOIUT, C OJJHON CTOPOHBI, K HAPYIIICHUIO
OKHUCJICHHSI TE€MOTJIOOMHa, C JAPYrod JelaeT ero YCTOMYMBBIM K JIEHCTBHUIO
nuadopas.

I'emorno6ua M moxeT ObITh HICHTU(OUIMPOBAH SIEKTPOPOPETUUECKH U
cnektporpaduyecku, o- u B-popmbl paznuuaroTcs kimHHYecku. [Ipu a-dhopme
[MAHO3 TPUCYTCTBYET C pOXIEHUsA, mpu [-GopMe OH MOSBIACTCA CIYCTS
HECKOJIBKO MECSLEB, KOTJJa B HOPME COBEPILAETCS NEPEXOJ OT CUHTE3a Y-Ieneil
K cuHTe3y B-uenei. B- ¢popma sBisgeTcs Oosee erkoi. OT METTeMOTJIOOMHEMUH
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BclencTBUe neduuuta hepmMeHToB (opMa ¢ remMorioomHoMm M oThnuuaercs
OTCYTCTBUEM TEPANEBTUYECKOTO dP@exTta Ha METWICHOBbII CHHHA H
aCKOpPOHMHOBYIO KHCIIOTY.

Jledenus, Kak mpaBuiio, HE TpeOyeTcs.

3aboneBanue BrepBble omucano Horleinm Weber B 1948 r. AHoMalbHBIC
BapUaHThl IeMOrJO0MHA  HACJIEIyIOTCS  KOJAOMHUHAHTHO. [ OMO3UTOTHOE
COCTOSIHUE MATOJIOTMYECKOr0 IeHa, TOBUANMOMY, JIETAIBHO.

MeTnamanoHoBasi anuaypus. ['emaTonoruyeckue HapyUIECHUS :
HEUTpPOIEHUs, TPOMOOLUUTONEHUSI. XapaKTepU3yeTCsl MOSIBICHUEM B MEPUOJE
HOBOPOK/IEHHOE MPUCTYNOB META0OIMYECKOro alu103a, KeToalua103a, PBOTHI,
JIETapruy, MBIIICYHOM TUIOTOHUHU. BOJbHBIE OTCTalOT B MCUXOMOTOPHOM H
¢uznueckoM pazBuThHd. MHOTIa MPHUCTYIBI COYETAIOTCSA C TUIOTIIMKEMHUEH U
IPOBOLUPYIOTCS MHMEKIMOHHBIM 3a007€BaHUEM WM TMHIIEH C BBICOKUM
conepkaHueM OenkoB. MeHee TOCTOSIHHBIMM —CHUMIOTOMAaMH  SIBJISIIOTCS
HEUTponeHus, TPOMOOIUTONIEHHSI, OCTEONOPO3, XOPEOATETO3.

buoxumuyeckue wucciaeoBaHUS BbBISBISIOT METUIMAJIOHOBYIO allMaYpHIO,
JUIMHHOIIETIOUYEUHYI0 KETOHYPUIO. OKCKpelHs METIUIMAJIOHOBOW  KHCIIOTHI
MOXKET JOCTHraTh 5 T' B JeHb (IIpM HOpME MeHee 5 Mmr). MeTunmalioHoBas
KHACTIOTa ompefensercs Takke B miazme kpoBu (13-30 mr/100 miu) wu
CIIMHHOMO3T0BOM skujKocTu. Kpome Toro, B Moue u mia3me OOJbHBIX MOMKET
ObITh B 2-3 pasa MOBBIIIEH ypOBEHb INIMIMHA, @ B MEPHOJbI allia03a -TaKXKe
BaJMHA, JIEMIIMHA W W30JEHIMHA. ODKCKpElHs OKCalaToB C MOYOH
CHW)XEHa./[uarHoCTMYeCKUM  TOKa3aTelieM  MOXKET  CIYKUTh  TaKke
HECITOCOOHOCTh JICHKOIIMTOB OOJIBHBIX MpeBpaIiaTh MPOMHOHAT 3-C* 8 1*C0,. B
OCHOBE IaTOT€HE3a JAAaHHOTO CHHApPOMA JISKUT OJIOK pEeakIMH TMpeBpalieHUs
MeTIMaloHWT-KoA B cyknumHmwi-KoA, ocyiecTBisiomuics B HOPME C
OMOIIBIO IBYX (hepMeHTOB: MeTuiMaioHmi-KoA-panemassl u myTtassl. Bropas
CTyNeHb WJET TMNpH TOCPEACTBE KodakTopa KoOaMuIa, SIBISIOMIETOCS
npou3BOAHbIM BuTamuHa B12. IlepBuuHbiM AedheKTOM NMpU METHIMAIOHOBOMN
anUAeMUN MOXKET ObITh CHU)KEHHE aKTUBHOCTH KaXXIIOTO M3 ATUX (HaKTOpOB, a
TaKK€ HEIOCTaTOK KoOamuma. Y OOJNbHBIX C OTCYTCTBHEM OJHOTO U3
depmenToB conepxanue Ad-Bj, (onHa U3 KOIH3UMHBEIX (OopM BUTaMuHA Biy) B
MeYeH HOpMallbHO. Ecnu cuHapoM 00yclioBIeH HapyIICHUEM TPAHCIIOPTA WIIH
Merabonmusma Bip, ero medumur ompenensieTcs B KpPOBH, WIM B IIEUCHU
cHIKEeHO coxaepxanue Ad-Bi,.

HuddepeHnmanbHblii AUATHO3 CIIENYET MPOBOAWUTH, TIABHBIM 00pazoMm, ¢
KETOTUYECKON (OpMOY THMNEPTIIMIIMHEMUU HA OCHOBE OMNPENETCHUSI IKCKPEIIUH
METUJIMAJIOHOBOM KHUCJIOTHI u YyBCTBUTEJIHLHOCTH OOTBHBIX c
TUIIEPTIIMIUHEMAEHN K HArpy3Ke JEHIIUHOM.

MeTunMuioHoBasi anuaypusi, B YacTHOCTH OOYCIOBIEHHas ne(uimromMm
METHJI-MAJIOHUI-KOAMYTa3bl, MOXET OBITh IUAarHOCTUPOBAHA BHYTPUYTPOOHO
MIpU TIOMOIIM aMHHUOLENTEe3a, T. K. METWJIMAJIOHOBAsI KUCJIOTa HAKAIUIMBAETCS B
AMHUHOTHUYECKOMN KUJIKOCTU U MOSBISIETCA B MOYE MATEpH mociie 25-U Heleln
OepEMEHHOCTH.
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JleyeHue: maToreHETUYECKU OOOCHOBAHHBIM SIBJISIETCS Ha3HAUEHUE OOJIbHBIM

HU3KO0OeIKoBOM nueThl (1-1,5 Mr/kr mMaccel B ieHb) U OOJBIIMX 103 BUTaMUHA
B12(1 mr B nensn). IlokazaHo, 0JlHaKO, KaK M CII€IOBAJIO OXKHUJAaTh, UCXOAS M3
MPUBEJICHHOTO0 MAaTOTeHe3a, YTO CYIIeCTBYeT ABE (OpMbl OOJE3HH -BUTAMUH
Bio-uyBcTBUTENBHAs W BUTaMuUH Bip-pe3ucrentHas. B mepuoasl ammposa
MOKa3aHO BHYTPUBEHHOE BBEJICHUE KUJKOCTH, IICJIOYHBIX PACTBOPOB, TJIFOKO3BI
1 aHTUOUOTHUKOB.
MuenomHas 60Jie3Hb (PeTUKYJIe3 MJIA3MOKJIETOYHbIN MapaTenHeMUYeCKHHU
pycTUIKOrO0 00J1e3Hb). KilnHMKa MUETOMHON 00JIE3Hb MPECTABISECT CIOKHBIN
CUMIITOMOKOMILIEKC, CKJIaIbIBAIOIIMICS U3 U3MEHEHUH CIICAYIOIUX CUCTEM: 1)
KOCTHOH, 2) KpOBETBOPHOM, 3) 0OMeHa BellecTB (TJIaBHBIM 00pa3oM OEIKOBOIO
MUHEpAJbHOTO) W 4)MoueBbUICIUTENbHON. Haubonee dwacTto MueIOMHON
OoJIe3HBIO  CTpajmalT Jimma B Bo3pacte  45-65  gmer.  IlepBbiMu
CUMIITOMaMHOOJIE3HU SBJISIIOTCSI ACTCHMsI, CHIDKCHHE AallleThTa, IMOXYJ/IaHue,
KOCTHBIE M KOCTHOCYCTaBHbIe Ooyin. [laTorHOMONWYHBI 1Jisi 0OJIE3HU YacCThIC
ITHEBMOHHU BCJIC/ICTBHUE MaJICHUSI UMMYHUTETA U TATOJIOTUYECKUX U3MEHEHUU B
TPYJHON KIETKE, OTrPAaHWYHMBAIOIIMX JbIXaTEIbHBIE OKCKYPCUU  JIETKHUX.
Knuandeckre nposiBieHUs MOpaXKeHUs KOCTEN CKIIAAbIBAIOTCS U3 KJIACCUUYECKOM
TpUaJbl CAMIITOMOB: OOJIH, OIYXOJIH, MIEpPeIOMbI. Yalie mopakaroTcs MIOCKue u
KOPOTKHE KOCTU: Yepel, rpyauHa, pedpa, MO3BOHKH, a TAKXKE JIJTMHHBIX KOCTEH,
TO €CTh T€ KOCTH, B KOTOPBIX Yy B3POCIIOr0 YeJIOBEKa COJCPKHUTCS KPACHBIM
KOCTHBIA MO3T. PeHTreHorpauyecku BBISBISIOTCS JECTPYKTUBHBIE U3MEHEHUS
kocteil. OnmyxoneBuaHble 00pa30BaHMsI COOTBETCTBYIOT JIOKOJU3AIMU MUEIIOM,
KOTOpbIE, Y3ypPUPOBaB KOCTHOE BEIIECTBO, MPOHUKAIOT [0 HAAKOCTHHIIBI,
OPUNOJHUMAs TOCIEIHIOK HaJ MOBEPXHOCThIO KOCTH. [lopakeHue npyrux
OpraHOB KpPOBETBOPEHHUS TEUEHHU, CEJIe3eHKU M JTUM(PATUYECKUX Y3JI0B B
KJIMHUKE MUEITIOMHOM OO0JIe3HM HE 3aHUMAeT BHUJIHOTO MecTa. B OonblIMHCTBE
CIIy4aeB 3HAUYUTEJIBHOTO YBEIMYEHUSI 3TUX OPraHOB HE ompenensercs. Tem He
MeHee MYHKIIMOHHAsI OUOTICUSI TICYEHU U CEJIE3CHKU BBISBIISET B YACTU CIIy4YacB
MHUEIOMHOKIIETOUHYI0 UH(DUIBTPALIMIO» HAPSAIY C MUCIIOUAHOM METaria3ue u
MHOWIbTpALMEH TIa3MaTHYECKUMU KiieTkamu..!) B HauanpHON cTagum 0ojie3HU
U3MEHEHUS KPOBUM MOTYT OTCYTCTBOBaThb. JIMIIb B CBSI3U C T'€HEpalIM3alUEH,
Mpolecca, KOIJa aKTUBHBIA KOCTHBIM MO3T OKa3bIBAE€TCAd 3aMEUICHHBIM
MHEJIOMHBIMUA  3JIEMEHTaMH,  pa3BUBAETCA  MNPOTpPECcCHUpYyIOllas  aHEMUs
HOPMOXPOMHOTO THNA C TEHAEHUHUEW K MAaKPOLMTO3y ASPUTPOLMTOB. Pe3koe
crabunpHoe yBenumueHne COD -KIIacCUYECKH CUMIITOM MHUEJIOMHOW OOJIE3HHU.
Jleiikonmutapuas ¢opmyna BechMa BapuabenbHa. Hapsmy co ciydasmu
HEUTPONIEHUH C OTHOCHTEIBbHBIM JUM(OIUTO30M y TpeTh OOJBHBIX
oOHapy>KHUBaeTCsl YMEPEHHBI HEHUTpO(dHIIe3 CO CABUTOM BIIEBO M TMOSBICHUEM
MoionblXx  (opM  rpanyjonuTapHoro  psaa.  [Ipumenenme — metona
JTEUKOKOHIEHTPAlUU TO3BOJISIET OOHAPYKUTh NPHUCYTCTBUE ILUIA3MATUYECKUX
KJIIETOK MHeJIOMHOW mpupoasl npaktuuecku B 100% cuyuaes. IIporennypus
HanOoJIee YacThIi CUMITTOM 00JIe3HH, BeTpedaromuiics B 65-100% coydaes.
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OTAMYUTENBHONM OCOOEHHOCTBHIO MHUEIOMAaTo3a SIBJISIETCS  CIOCOOHOCTH
MHUEJIOMHBIX KJIETOK MPOYIIMPOBATH MATOJIOTHYECKUE OCIKOBBIE MTPOAYKTHI, TaK
Ha3bIBa€MbIC MApPANpPOTEUHBI, YTO TO3BOJSIET paccMaTpUBaTh MHUEIOMHYIO
00JIe3Hb KaK OJaCTOMHYI0 MMMYHOTIJIOOYJIUHOMATHIO. B maToreHeTnyeckom
aCIeKTe BCE CHUMMTOMBI OOJIE3HU MOTYT OBITh CBEIEHBI K JIBYM OCHOBHBIM
CUHIpOMaM: MOP(OJIOTHIECKOMY OCTEOMEAYJUISIPHOMY W CHUHIPOMY OEJIKOBOM
MaToJIOTu. BHOXMMHYECKUM OTpa)KEHHUEM KOCTHOW TAaTOJIOTHUU SIBJISIIOTCS
U3MEHEHHUs] KajblueBoro obOmeHa. Hapymenus OenkoBoro oOMeH mpH
MHEIIOMHOM OOJIe3HM B BHUJE TUMNEPIPOTCUHEMUU U TapanpoTCUHEMUU
HETMOCPEJCTBEHHO CBSI3aHbl C TATOJOTMYECKH TOBBIIMICHHOW MPOAYKIIHEH
QHOMAJIbHBIX  OCJKOBBIXTEN - mapa (MaTo)IpOTEMHOB  -3JI0KAYECTBEHHO
TpaHC(HOPMUPOBAHHBIMU TIJIA3MAaTHUECKUMU KieTkamu. [loa mapamnporenHamu
MOHUMAIOT CTPYKTYPHO aHOMajbHbIE, (PYHKIIMOHAIHHO HMHEPTHHIC OCIKOBHIC
Teda W3 TPYIIBl UMMYHOIVIOOYNIMHOB. ['unepnporenHeMun o0O0yCIOBICHHAS
runepriodynuuemMuen, nocturaer 15-18%. B To 3xe Bpems, conaepxkaHue
HOPMAaJIbHBIX TaMMarJioOyJIMHOB MOHMXKEHO. B HacTosIee BpeMs JoKa3aHo, YTo
MUEJIOMHBIE KIJIETKM CHHTE3MPYIOT JBa BHJIa TATOJIOTHYECKOTO OeKa:
CHIBOPOTOYHBIN MATOTJI00YIUH U MUKPOMOJICKYJISIpHBIN Oenok benc-JlxoHca.

Bonesnr xapakTepusyercsi XpOHHYECKHMM HEYKJIOHHO MPOTPEeCCUPYIOIINM
TedyeHueM. CpeliHss IPO0JDKUTEIIBHOCTE 00JI€3HH OT 2 110 5 JIET, B OTACIBHBIX
cinydasx 6-10 et pexe 15 u 6omee jerT.

[laToreneTnyeckoro JieueHus: MUEJIOMHOM OOJIE3HU J10 HACTOSIIETO BPEMEHH
HE cCymiecTByeT. TeM He MeHee MPUMEHEHHWE KOMIUIEKCHOTO JIeYEHUSs
[IUTOCTATUKAMH IO 3aIIUTON TeMOTEPANEBTUYECKUX M TeMOCTUMYIUPYIOMINX
CPEIICTB B COYETAHUHU C TOPMOHAIBHOW TEpamueil, a Takke OpTONeIUYECKUMU
MEPOIPUSTUSIMHU, TIO3BOJIIET B PsAJie CIydaeB JTOOMBATHCS NIUTENbHOU (mo 2-4
JIeT) KIMHUYECKOW PEeMHCCHUM U BPEMEHHOTO BOCCTAHOBJIEHUS aKTUBHOCTU U
Jake TPYAOCTOCOOHOCTH OOJIBHBIX. XapakTep TeHETHYECKOW JeTepMUHAIINH
MHUEIOMHON Oo0JIe3HM He yTO4YHeH. Ha 3HaueHwe reHetuyeckoro ¢akTtopa B
pa3BUTHH OOJE3HM YKAa3bIBAIOT HAONIOACHHUS HAJ CEMEUHBIMU CIydyasMu
3a0oneBanus. Tak, B pa3HBIX CEMbSIX OMHCAHO 3a00J€BaHHE MHUEIOMATO30M 2
cecTep, y MaTepu U J1o4epH, y 2 OpaTbeB, y OpaTa U CECTpPBI.

HeiiTponienusi gerckasi MOCTOSIHHASI HAcCJeACTBEHHas (arpaHyJiOnUTO3
AeTCKMI TIeHepaJM30BAHHBIH, KOCTMAHHA CHHAPOM). XapaKTepHU3YyeTCs
MOSIBJICHUEM B TEPBBIE HEACIH U MECSIbl )KU3HU THOMHUYKOBBIX MOPAXKEIHIl
CIM3UCTBIX O0OJIOYEK W KOXH. BO3HMKAIOT MHOXECTBEHHBIE (ypPYHKYIIBI
abcIecchl MOIKOXKHOM KIIETUYATKH, TSHKENbIH cToMaTUT, o6nedaputsl. JloBoimbHO
9acTO HWMEIT MecTo aOCIecchl JIerkux. B janpHeWmeM pa3BUBaeTcs
napagoHTo3 (anpBeossipHass nmopes). IIpu  cenTUYECKUX  OCJIOKHEHHSX
BO3MOXXHO yBEJMYCHHE Celie3eHKH. B mepudepuyueckoil KpoBH MOUYTH
MOJTHOCTBIO OTCYTCTBYIOT HEUTPOQUIIBI, OAHAKO KOJIMYECTBO JICHKOIMTOB HE
CHUKEHO 3a CYET MOBBILICHHUS COAEPKAHUS MOHOLMTOB W 303uMHODUIOB. B
KOCTHOM  MO3r€ IOYTH  TMOJHOCTBIO  OTCYTCTBYIOT  BCE€  DJIEMEHTHI
HEUTPODUIBHOTO psA/la, 32 HCKIOYEHUEM MPOMHENIONUTOB, YACIbHBIN Bec
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KoTopbIX yacto mnoBbimieH (10-12%). CoxpepxkaHue B KpPOBH 3PUTPOLIUTOB U
TPOMOOLIUTOB W WX MPEACTaguid B KOCTHOM MO3r€ HOPMAajJbHO WM CJErKa
MTOBBIIIEHO.

3aboneBaHue CBS3aHO C HEAOCTATOYHOCTHIO TPaHYJIOLUTONO33a KOCTHOTO
MO3ra, YTO BBIPAXKAETCsI TOPMOKEHUEM CO3PEBaHMS TPAHYJIOIMTOB HAa YPOBHE
MuenonuTa. ECTh MpenmnosioxKEeHue, 4TO HEAOCTATOYHOCTh TPAaHYJIOLMTOI033a
00ycCJI0BJI€HA BPOXK/ICHHBIM J1€(PEKTOM YTUIU3AIMA aMUHOKUCIIOT, COJEp KAIINX
cepy. BeposiTHo, B Mueno0aacTax umeeTcs 1eUIuT cyabOruIpuibHbIX TPYIIIL,
BCJICJICTBHE YETO CO3pEBaHUE TPaHYJOLMTOB HE MOXET WITU Jaiblie (asbl
MHEJIOLUTA.

JNuddepennmanbHbIi JMarHo3 MPOBOST c pa3HOOOpa3HBIMU
arpa”yjIoIMTO3aMH, TapIuaIbHOH (QOPMOM THIOIIIACTUYECKONW aHEMUH,
KOTOpbI€ B OOJIBIIMHCTBE CydyaeB OYypHO HAUMHAIOTCS M CBSI3aHBI C MPUEMOM
MEJIMKaAaMEHTOB, 00JIaJaloIINX CBOMCTBOM TamnTeHOB. AOCOIIOTHBIA MOHOITUTO3
Ipy TOJIHOM aHeuTpodumie3e UHOrAa AaeT MOBOJA JJisl OMIMOOYHOTO JUarHos3a
«MOHOIIMTAPHOTO JIEMKO3a». YTOUHSIOT AUATHO3 COXPAHHOCTh IPUTPOUIHOIO U
METrakapuOIUTAPHOT'O POCTKOB, OTCYTCTBHE MPOTPECCUPOBAHUS B YBEIUUYCHUU
KJIETOK MOHOLIMTAPHOTO pA/ia, OTCYTCTBUE T€NaTOCIIIICHOMETAJINH.

[Iporuo3 nebGnaronpusTHbid. Eciu 60ibHON HE moJydaeT jedeHus, ObICTPO
HacTymaer cMepth (10 roaa). HemocpencTBeHHOW NpPUUMHOW CMEPTH dYale
SIBJISIETCSL CETICHC, MPU JICYCHUU aHTUOMOTUKAMU, TIEPEIIMBAHUSIMHU KPOBU U €€
bpakuuit aeTH KUBYT MECSIaMU, a HMHOT/A TOAaMH, XOTS JICYeHHE W He
OKa3bIBAET 0COOOTO BIMSHUS HA COCTOSIHUE CHUCTEMBI KPOBH.

Hacnenyercst mo peneccuBHOMY THITY, BO3MOXHO CIEIUIEHHOMY C MOJIOM (B
cembe, (HamucanHoi Koslmann, Bce 5 OONbHBIX JeTeil OBLIM MalTbUyUKaMH).
3aboneBanne omucano Kostmann B 1956 r. Bcerpewaercs penko, daimie - B
CKAHJMHABCKUX CTpaHax.

HeiiTponenusi 1o0pokavyecTBeHHasi (0eCCUMNTOMHAsI) HACJeICTBEHHAS
(HediTponeHusi cemeiiHasi). XapaKTepU3YyeTCs CKIOHHOCTBIO K PEIUIUBAM
pasIUYHbIX UHQpEKIU 1 o0mei cmadocTeio. MHOTAA MOXKET J0JTO HEe JaBaTh
KJIMHUYECKUX CUMIITOMOB M TUArHOCTUPYETCS cly4yaiHo. 3a0oyieBaHHe MpOTe-
KAeT XPOHUYECKU U XAPAKTEPU3YETCS MOCTOSHHOM JICMKONEHUEN, HHOTAA JTaXKe
Hmxke 3000, ymenwsiieHuem coxaepxkanus HeutpodunoB mo 30-35% mnpwu
COXPAaHHOCTH Y03MHO(DHUIOB U aOCOTIOTHOM MOHOIHTO3€e. B KOCTHOM MO3re
ONpeNIeAeTCSl yMEPEHHAs! TUIIOIIa3UK ITPAHYJIOLUTAPHOTO POCTKA.

B omnmume ot Gone3snn KocrtmanHua, oOpbIB HeWTpodmIIONO’3a B Cilydae
T00pOKAYECTBEHHOW HEUTPOTNCHUH HMEET MECTO Ha 0ojieeé HU3KOM MHEIO-
METAMHUEJIOLUTAPHOM YPOBHE -OTCYTCTBYIOT JIMIIb 3pEJble MalIOYKO- M
CErMEHTOSICPHBIC HEUTPOPIITHI.

Hacnenyercss mo ayroCOMHO-AOMHMHAHTHOMY THUITy. 3a00JieBaHUE OIKCAHO
Cesar B 1943 1., a 3atem Bousser u Neude B 1947 r.

HeiiTponenust NnepuoauYecKas HACJIeICTBEHHAS (nuKIHYecKast
rPaHYJIOIMTONEHNUS, ATPAHYJOUUTO3 NUKJINYECKMd peluJIUuBUPYIOLIUI).
[IposiBnisiercst y nereid B TPyAHOM U CTapllieM BO3pacTe, a Takke B J000M
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Bo3pacTe y B3pociblXx.K TUNHYHBIM cuMnToMaM OO0JIE3HM OTHOCUTCS
peUUANBUPYIOIIAs TPaHyJOLMTONEHUs, MOBTOpstomascs uepe3 2-3-4 Hen. B
HEKOTOPBIX CIydasX OTMEYaeTcs OO0IIasl JICUKONEHMs, B JAPYTUX CIydasxX NpHU
HOPMAJIbHOM  KOJMYECTBE JICMKOLMTOB M30UpaTeNbHOE TMAaJEeHUE 4HClia
HEeUTpoDUIbHBIX rpaHyinouuToB. HWHorma nepuumr JgeHKOUMTOB  KOM-
MEHCUPYETCd MOHOIMTO30M. llepuogam rpaHylOUMTONEHUH, KOTOPHIE MOTYT
npojoiKaTbes 10 10 gHel, COmyTCTBYIOT pa3iMyHble KIMHUYECKUE CUMITOMBI:
pe3Koe  yXyJIIeHHue OOIIero COCTOSIHUSL OOJBHBIX, O3HOOBI, BBICOKAS
TeMIepaTrypa, nosiieHue QypyHkysesa, Ooneil B ropie, MHPEKIUN BEPXHHUX
JBIXaTENIbHBIX MyTeH, KOHbIOKTUBUT MUOJIEPMUU. B HEKOTOPBIX Cllydasx UMEIOT
MecTO OOJIM B CyCTaBax, M3bS3BICHUE CIMU3UCTONW OOOJIOUKH ropiia U MpSMOM
KAIIKW, MHOTAA  TOSBISIOTCA  NPEXOsllee  YBEJICUYEHHE  CEJIE3E€HKH
muM(paTUYECKUX y3J0B, 00yM B KuBOTE. [lepedncieHHble CUMITOMBI MOTYT Ha
2-3 NHS ONEepeAuTbh CHIDKEHHME 4ucia rpaHyionuToB. VcciemoBaH KOCTHOTO
MoO3ra B Tepuoj, HEUTPONEHUU OIpeeNseTcss BbIpaXKeHHOE ocabdlieHue
IPaHyJIOUMTONO33a B BHUJE 3aMEIJIEHHOTO CO3PEBaHUs TIPAHYJIOLMUTOB U
YMEHBIICHHUs] KOJMYecTBa CerMeHTosiiepHbIXx (opMm. B mepuoasl pemuccuu
00JBbHBIE YYBCTBYIOT c€0s XOPOILIO, MPU PELUIUBAX JEHKOMEHUN COCTOSTHUE UX
PE3KO yXYAIIaeTCs.

B cooTBeTCTBMM C COBPEMEHHBIMH KOHIENIUAMH HacJeACTBEHHAs
[UKJIMYEeCcKass HEUTPONEHUN pAacCMAaTPUBACTCA KaK MpOsIBICHHUE AedUIIUTa eIle
HE W3BECTHOro (akropa (QEepMEHTATUBHOW NPHUPOJbI, OTBETCTBEHHOIO 3a
HOpMaTbHYIO AudGepeHInanno HeuTpohUIoB.

Haubonsmue audepeHnrnaIbHO-IUarHOCTUYECKHE TPYAHOCTH
OpeaCcTaBiIseT JelkoneHnyeckas ¢opma ocTporo Jielkosza. CrepHaybHas
IMYHKLHS, yCTaHaBIMBaroUlas JIEHKO3HYI0 HMH(DUIBTPALNIO KOCTHOTO MO3ra,
pelaeT IMarHo3 B NoJb3y Jeiko3a. JudepeHnnanbHoMy qUarHo3y nomMoraet
HaJIMYME YETKUX IMKIOB, NPHU BPOXKICHHONW HEHUTPOIIEHWH BO3HHUKAIOIIMX BHE
BCSIKOM CBSI3U C BHEIIHUMH BIUSHUSIMH, @ TAaK)K€ BbISBICHUE 03MHODUINU U
MOHOIIMTO32a B NepU(Peprudeckoil KpOBH U KOCTHOM MO3TE€.

[Iporuo3 ompenensieTcss MHOTUMH (AKTOpaMU: CTENEHbIO HHTOKCHUKAIMU
OpraHu3Ma, COCTOSIHUEM CEpPJEYHO-COCYIHCTOM CHCTEMBI, aHATOMUYECKUM
MOpaXEHWEM  OpraHoB W KOCTHOro  Mo3ra. Haumbonee  rpo3HbIMH
IIPOTHOCTHYECKUMH TPU3HAKAMHU SIBISIOTCS OJBIIIKA, TaXUKapAus W MaJeHHE
COCYAMCTOTr0 TOHYCa (TUIIOTOHMSI ), CBSI3aHHBIE C TOPAKEHUEM HAJIIOYEUYHUKOB U
HEPBHO-3HJOKPUHHBIX  PETYISATOPOB  KpoBooOpamieHus.  OTAromarmuMu
(akTOpaMu SBJISAIOTCS CENTHUECKHUE OCIIOKHEHHUS B )KU3HEHHO Ba)XKHBIX OpraHax,
COCYAMCTBIE KPOBOTEUEHHS M pACIHpPOCTPAHEHHWE HEKPO30B 3a MPEIeibl
MUHAATUH. B KOHEYHOM cueTe TPOrHo3  OOJE3HH  OmpenaesseTcs
COXPAHMUBIIMMUCS PETreHEPATOPHBIMH  BO3MOXHOCTSIMM ~ KOCTHOTO — MO3ra.
BaxHOe NPOrHOCTHYECKOE 3HAYEHHE HMMEET COXPaHEHHE B KOCTHOM MO3re
IPOMHUENOUTOB, TaK Kak OHO oOecre4ynBaeT OyAyIIyl0 pereHepaluio
3€pHUCTBIX JIEMKOLUTOB B IEPUOAE PEMHUCCHH.
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[Ipy nedyeHuun cruenyeT CUUTaTh OO0A3ATENBHBIM ISl KaXXJ0ro OOJbHOTO
NPUMEHEHUE KOMIUIEKCA CJEAYIOIUX JIeYeOHBIX CpPEICTB: TeMOTepamnus;
reMOCTUMYJISITOPBI; TUNO(U3aAPHO-HAAIOYEYHUKOBBIE TOPMOHBI; aHTUOMOTUKH.
B octpom mnepuone Oosie3HUM TepenMBaHUSA LEIBbHOM KpPOBH HEPEIKO
COMPOBOXKJAIOTCS  TSKENbIMU — peakuusiMu. lloaTomy Oonee  mokas3aHbl
NepeJIMBAHMs Pa3ACNIbHbIX (PpaKUUi: JTEHKOUUTAPHOW, SPUTPOLMTAPHON H, B
ClIy4astX  MPUCOCIUHSIONIMXCA  TPOMOOIMUTONEHUYECKHUX  KPOBOTEUYECHU,
TpOMOOIMTHON Macchl. CIJIEHIKTOMHUS HE OKa3bIBAET OTYETIMBOIO BIUSHUSA Ha
[IEPUOIUYECKUM XapakTep JIEMKOIIEHWH, HO CMAIMYaeT COIYTCTBYIOLIUEHN
KJIINHUYECKNE; CUMIITOMBI.

Hacnenyercs mo ayTOCOMHO-pELIECCUBHOMY M ayTOCOMHO-JIOMHHAHTHOMY
tumy. Onucano Leabe B 1910 r.

HumanHa-nmka 00Jie3Hb (IMNI03 cPMHTOMHe-THHOBBIN). ['emaTonoru-
YECKHE HAPYLIEHUS: TMIIOXPOMHAs aHEMHsl, JIEWKONEHUS; B KOCTHOM MO3re
NEHUCThIE KIETKHU; yBelnueHue aumdarnyeckux sxenes. [lo kmaccudukammu
Croker (1961) Beimensitor 4 Gopmbl 3a00eBaHMs, PA3TUYAIONINECS BPEMEHEM
ne0r0Ta, TEUEHUEM U TKECThIO HEBPOJOTMUECKHX M BUCLEPAIbHBIX IPOSB-
JEHUM: KIACCUYECKYI0 MHQPaHTWIbHYIO ¢GopMmy (TUD A), TO3AHIOI C
npeo0aianieM BHUCLIEpAIbHBIX HapylIeHu# (Tun B), IoHOIIECKYI0 ¢ MEIJIEHHO
IPOrPEeCCUPYIONIMMHU HeBpoJjorndeckumu cumnromamu (tun C) u Bapuant /i,
onucaHHbd B ceMbsdX Hosoit [lloTnanaun.

Knaccuueckas nadantunsHas Gopma coctaBiser 85% Bcex ciaydaeB O0JIE3HH
Humanna-Iluka. HavanpHble cHUMOTOMBI 3a00JICBaHHUSA: TIOTEps AalIeTUTA,
pe3Koe TMOXyJaHue, 3aJepKKa MCUX0(DHU3NUECKOTO Pa3BUTHA. Y BEIUYHUBAIOTCS
neYeHb U ceyie3eHka. [Ipu manbmnauu oHu IUIOTHBIC, TIaKue, 0e300Ie3HCHHBIE,
nmo3aHee  MosiBiAseTcs  aciuT. Yacto  ObIBaloT  OpOHXOIMHEBMOHWH,
yYBEIUYUBAIOTCA JUM@aTuyeckue Kene3bl. KOoXXHBIE TIMOKPOBBI  BBITJISIAT
BOCKOBUJIHBIMH, OJICCTAIIUMHU, OOHAPYKUBAIOTCA YYaCTKH ITUTMEHTAIIUH.
HeBposiornueckue HapyuieHUs: MPOSIBJISIIOTCS: CIIACTUYECKMMM TapajiudyamMu U
napezamu. B Oojee mno3gHUX CTaausax 3a00JICBaHHMS MBIIICYHBIH TOHYC
CHMIKAETCS, CYXOXXWJIbHBIC pediiekchl yrueraroTcs. [locTenmeHHO CHUXKAKOTCS
CIIyX, 3peHHE U UHTEIJIEKT. [Ipu nccnemoBanmuu T71a3HOTO THA OOHAPYKUBAFOTCS
aTpousi COCKOB 3pUTEIBHBIX HEPBOB, B MAaKyJApHOH 00JacCTH BHIIHEBO-
KpacHOE IISTHO, MEHBIIIEE 10 pa3Mepam, ueM npu oonesnu Tes-Cakca. B kpoBu
-TUTMIOXPOMHAsl aHEMHUsI, HEPEAKO JIeMKONeHusl. B mynkrare KOCTHOro mosra -
MICHUCThIC KJICTKU. bole3Hb TedeT 3J0KAa4YeCTBEHHO. bOJBIIMHCTBO JeTeH
MOTHOAIOT B MEPBBIC 2 roja >KU3HU OT JICTOYHO-CePACYHON HEIOCTaTOYHOCTH,
HHTEPKYPPEHTHBIX 3a00JICBaHUM.

YV  nereéi crapmiero Bo3pacta (tun  C) 3a0ojeBaHHME IPOSIBISETCA
rernaroMeraineid, yMEpeHHO BBIPaKEHHBIM YBEIMYECHHUEM CEJIC3CHKH, aHEMHUEH,
CyJIOpOraMH, MO3K€UKOBBIMU CUMITOMaMHU. Y B3pocibiX (Tun B) mopaxkeHue
HEPBHOM CHCTEMbI OTCYTCTBYET WJIM MPOSIBISECTCS HEUPOIHIOKPUHHBIMHU
CHMITOMAaMH, JTOMUHUPYIOT CHUMITOMBI CO CTOPOHBI BHYTPEHHUX OpraHoB. B
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CHIBOPOTKE KPOBH, OpraHax M TKaHSX IMOBBIIICHO COJCp:KaHNe CUHTOMUETUHA
1 XOJIECTEpPUHA.

IIpn maTtoa0roaHaTOMHYECKOM HCCIEIOBAHUM ONPENEIAECTCS 3HAYUTEIBHOE
YBEIIMUCHUE MEUCHU U CEJIC3CHKH, XapaKTepHA UX JKEJTasi OKpacKa, MATHUCTHIN
PUCYHOK JIETKHX, YBEIMYCHUE HAIITOYCUHUKOB.

MUKPOCKOTIMYECKH B  CEJIE3€HKE, II€UYeHHM, T0YKax, HaJMOYCUHHKAX,
nuM@aTHYeCKUX y3JaX, KOCTHOM MO3T€ M HEKOTOPBIX JAPYrUX OpraHax
OoOHApyXUBAIOTCA JOBOJIbHA KpYyMHBIE KJIETKH, pazmepoM 20-50 MKwM,
cojepkamue oOaHO wuiauM MHoro saep (kimetku Iluka). Bakyomnuzarus
MPOTOILIA3Mbl KJIETOK IMPUIAET UM XapPAKTEPHBIN MEHUCTHIM BUI. lleHncTocTh
KJIETOK 00pa3yeTcs BCJIECICTBUE PACTBOPEHHUS JIMIUJHBIX CYOCTaHIUN Mpu
¢dbukcupoBanuu mnpemnapara. ['ucTrosorunyeckue U3MEHEHUs OOHAPYKUBAIOTCS B
TaHTJIMO3HBIX KJIETKaX FOJIOBHOTO MO3ra M CETYaTOW 000J0UKH riasza.

OcHoBHbIEC U3MEHEHUST MeTabonmu3ma npu 0one3nn Humanna-IIvka xacaroTcs
chUHroMHENUHA: WHAKTUBALMS »HH3MMa COUHTOMHEIIMHA3bl TPUBOJAUT K
HapylIeHno katabonusma cuuromuenuna. MHakTtuBaius cPUHTOMUETUHA3HI
yCTaHOBJICHA MpU WHOAHTHUIHLHOM BapuaHTe Oosie3nu. Ilpu apyrux dopmax
UMEETCSl YaCTHYHAsl aKTUBHOCTh dH3MMa B TKaHsAX. OnpejeneHue aKTHBHOCTHU
dbepMeHTa MOXKET TPOM3BOJIUTHCS B OHONTATaX CeJIe3eHKH, JICHKOIUTAX,
KynbType (QuOpobiactoB KokH OonbHBIX. Hapymenue wmertabonu3ma
c(hpMHrOMHUOJIMHA B HEPBHBIX KJIETKaX OOYCIOBIMBACT MOPAKEHUE MO3Ta.
HuddepennmanbHpiii AUar€o3 npoBojaaT ¢ O0osesnpto [omre, O6one3nsro Tes-
Cakca, IUppo30M MedeHu, TUM(POTpaHyIeMaTO30M.

Jleuenne cumnTomatudyeckoe. lIpUMEHSIOTCS TOpMOHAIBHBIE NpenapaThl
(AKTT, Tupeousivt), nepeavBaHue KpOBU, SKCTPAKTHI TIEUeHH, PEPMEHTHI U JIp.

3a0osneBaHue HacieIyeTcsl MO0 ayTOCOMHO-PEIECCUBHOMY THIly. bone3Hb
ormucan Niemann B 1914 r. Pick B 1922 r. oxapakTepu3oBall €€ JETalIbHO,
yKa3aB Ha oTiauuust ot 6one3nu ["omre.

Oporauuaypusi. ['emMaroiornyeckue HApPYIICHUS: THUIIOXPOMHAs AHEMUS
MUKponuTo3oM. IlposiBisieTcss y nerel paHHEro Bo3pacTa 3aAepiKKou (u3u-
YECKOr0 U HEpPBHO-TICUXMYECKOTO pAa3BUTHS, a TaKKe TSIKEIO0N aHeMueu
TUIIOXPOMHOI'O THIIAa ¢ MUKPOLMTO30M. IlaTorene3 cBS3bIBAIOT C OTCYTCTBHEM
HH3UMOB, OOECMEYMBAIOIINX IPEBPAIICHHE OPOTOBOM KUCIOTHl B YPHIUH-5-
docdar.

[IpeanpuHATEI OTHOCUTENBHO YCHEIIHbIE TOMBITKU JIEYEHUS OOJIbHBIX
[NIIOKOKOPTUKOUAAMU W NUPUMUJUHHYKJIEOTHAaMU  (YypUAWIIOBAasT WU
UUATUIATIOBASI KACIIOTHI).

Tum HacemoBaHus ayTocoMHo-perieccuBHbIil. Onricana B 1959 r. Huguley u np
Octeockiepo3 (ocreomerpo3, aJjbOepc-uieHOepra 001e3Hb MpaMOpHas
0osne3nb). ['emaronoruueckue HApyIICHUS: TMAHIUTONCHUS. PasnnyaroT aBe
dopmbr  3aboneBanus.  bomee  moOpokadecTBEeHHAas bopma
OCTEOCKIIEpO3a XapaKTepu3yeTcs NaTOJIOTUYECKUMU nepesoMami,
octeomMuenuTamu. YacTo nopakaercsi HUKHss 4entocTb. Ha peHTrenorpammax -
BBIPaXKEHHBI OCTEOCKJIEPO3 TPYyOUYaThIX KOCTEH, OCOOEHHO KOPTHUKAIBHOTO
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CJIOSI, YTO CO3/1a€T BIICYATIICHUE «KOCTH B KOCTH», TeJla MO3BOHKOB HMEIOT
CIOUCTYIO CTPYKTYpY WU3-3a DPa3IUYHON IUIOTHOCTH KOPTHUKAJIBHOTO M
BHYTpPEHHET0 cjoeB. 3aboneBaHue mposiisiercss B Bo3pacte 20-40 ner. Tun
HacleJJOBaHUSI AyTOCOMHO-OMUHAHTHBIH.

3nokadyecTBeHHasspopma OCTEOCKIEpO3a, MPUBOJAIIAS K paHHEH
CMEpTH, TMPOSBIACTCS B paHHHE TOAbl >KU3HU, HWHOIJA BHYTPUYTPOOHO,
HallOMHUHAs 1O KJIMHUKE HECOBEPIICHHBIM  OCTEOT€HE3. XapaKTepHbI
MHO>XECTBEHHBIC TIEPEJIOMBl U OCTEOMHENHUTHL. BTOpUYHO BOBJIEKaeTCs B
MPOLIECC KOCTHBIM MO3r. [laHUWTONEHUs SABIAETCS BEAYyLIEW B KIWHUKE
3a0oneBanus. Hepenko  nHabOmionmaercs — rugpouedanbhbiii  cunapom.Ha
pPEHTreHOTpaMMax Y HOBOPOXKICHHBIX JIETEH - KOPTUKAJIBHBIA CKIEPO3 (KKOCTh
B KOCThb»), BBIpaXXEH PHUCYHOK 4YEPENHBIX IIBOB, YMEHBIIECHO B pa3Mepax
OTBEPCTUE 3pUTENIBHOTO HepBa. J[lpyrue Bo3MOXHBIE O(TaTbMOJIOTUYECKUE
HapyIIEeHHS: Oclla0JeHne KOHBEPIeHIINK, PACXOIAIIEECs, a MHOT/Ia CXOsIIIeecs
Kocoryiasue, jarodraibMm, JEeTKUd 3K30(TanbM, HUCTarM, oOcJabjieHue WIn
OTCYTCTBHE PEAKIIMM 3PAuKOB, OTEK CETYATKHU, aTpodus 3pUTEIBbHBIX HEPBOB
BCJIEJICTBUE MX CJIABJICHUS B CYKCHHBIX 3PUTEIIBHBIX KaHalaX; BO3MOXHa
JereHepalus JIBUTaTeIbHBIX HEPBOB HAPYXKHBIX MBI TJA3HBIX S0JOK. Tum
HACJIEJOBAHUS ayTOCOMHO-PEIICCCUBHBIN.

B maroreneze 3abosieBaHUsS UIpaeT poOJIb HAPYIIEHUE TMPOAYKIIUU
TUPEOKATBIIMOTOHUHA, OJHAKO JI0 HACTOSIIEr0 BPEMEHU MaTOTCHETHYECKUE
MEXaHM3MBI €lll€ He U3YUYEHbI. Y pOBEHb Kalbliud U Gocdopa B mpeaenax HOPMBI.

JleyueHne: NOPUMEHSIOT TOPMOHBI KOpPBl HAANOYEYHUKOB, YACTUYHYIO

TUPEOUIIKTOMHUIO,
3aboneBanue onucano Albers-Schonberg s 1907 r.
Iloppupuss H>purpomodTudeckasi BpoxaeHHas (I''oHTepa 0oJsie3Hb).
I'emaronornyeckne HapylmleHUsA: HOPMOXPOMHAs TE€MOJIUTUYECKAass aHEMHU
bayopectupyronue nopGupoo1acTsl B KOCTHOM Mo3sre. [IposiisieTcst B paHHEM
JETCKOM BO3pacTe, He To3AaHee 6 JeT. XapaKTepu3yeTcs BBIPAKEHHBIM
dorogepmarozoM. Ha 0Omyd4eHHBIX CBETOM Yy4YacTKaX KOXH TMOSBISIOTCS
BE3UKYJIbI U OYJUIBI, KOTOPBIE 3aT€M HarHamBaloTCs, M3bA3BIAIOTCS. Ha mecre
3B 00pa3yroTcsl IIpaMbl, MPUBOISIINE K MYTWISIIMM KOHEYHOCTEH U JIUIIA,
AKTPONUOH, HW3bS3BJICHUIO POTrOBUIIbI, THIEPTPUA3y, U3MEHEHUSM HOITEH U
Bosioc. Hortu oOBIMHO HEWMEIOT JyHOYEK. B Moue OONBHBIX OTCYTCTBYET
noppoOMIMHOTEH; B KPOBM M MOYE OIpPEACNAeTCcS OONBIIOe KOIHYECTBO
yporopupuna [, u3-3a KOTOporo Moda mpUOOpETAaeT KPACHBIM IBET, U
ypornopdupuna IIlI. Yponopbupun oTknaapiBaeTcs TakKe B KOCTAX U 3y0ax,
MpuaaBas MOCIEIHUM KPacHO-KOPUYHEBYIO OKPACKY. DPHUTPOIUTHI OOIHHBIX
00J1aIaf0T TOHWKEHHOH YCTOWYMBOCTBIO K JCHCTBUIO TEeMOJHTHYCCKHX
(GakTopoB, UYTO TPOSABISAECTCS HAIHMYAEM HOPMOXPOMHOW TE€MOJIUTHYECCKOU
aHemMuu. ['eMONnM3 MPOMCXOAUT TIABHBIM O0Opa3oM B CEIE3CHKE, KOTOpas
OOBIYHO OBIBaCT yBelW4YeHa. B KOCTHOM MoO3re OOJIBHBIX OOHAPY>KHUBAIOT
MHTEHCUBHO (IIOOPECHUPYIOMINE U YIbTPa(uoIETOBOM CBETE HOPMOOJIACTHI
(nopsipobnacTel) BCaeACTBUE HAKOTUICHUH B HUX TOPHUPUHO3.
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B ocnoBe mnartoreneza 3Tod (opmbl mophUPHUN JIEKUT, MOBUIUMOMY,
neuuT  PU3MOIOTMUECKOTO  pempeccopa, B HOPME  CAEPKUBAIOIIETO
(depmeHTHBIE peakuuu oOpa3zoBaHus noppupuHoB. M30bITOK M30oMepa |11 B
3HAUUTEIBHOW MeEpe HCIONb3yeTCs [JIsl CHHTE3a TIeMa, IOBBIIIEHHOrO
BcaeAcTBUe remonusza. M3omep | He ucnonb3yercs nias OMOCHHTE3a, M €rO
HAKOIUJIEHUE BBI3BIBAET MATOJIOIMUYECKUE TIPOSBICHUS.

Cnenyer nuddepeHuupoBatb OT Apyrux GopMm MNOpPUpHH, aTaKKe OT
ANKANTOHYPUU.

JleyeHue:  BBIPAXKEHHBIM  TeMOJIU3  SBISAETCA  IOKa3aHUEM I
CSTICHOKTOMMUH.

Tun HacnenoBaHMs ayTOCOMHO-PEIIECCKBHBIN. 3a0osieBanue onrcano Schultz
B 1874 r. B 1912 r. Giinter onpeaenui, 4TO B OCHOBE 3a00JICBAHUS JICIKUT
Hapyuienue noppupuHoBoro oomena. Haunbonee yacto Bcrpeuaercs B Snonuu,
Cynane, cpenu HerpoB banty. Onucano nemaino ciaydae B CCCP.

PeTuKyJ/J109H10TE TN ATBHBII CHH/IPOM c THNEPraI00y TMHEMHEH.
[IposiBisieTcst ocTpo B BO3pacTe 10 S5 JET BBIPAXEHHOW JIuMQaaeHOoNnaTue,
renaTo- M CIJICHOMETallMel, TeMOpParudyeCKUM CHUHJIPOMOM U T€MOJIUTHYECKOM
anemueil. Kpome Toro, B KpOBHU BBISABIISIETCS IEHKOIIMTO3 U TOBBILLICHUE YPOBHS

CBIBOPOTOYHBIX TJIO0yJIMHOB c oOpaTHBIM COOTHOIIIEHUEM
aTbOYMUHBI/TIO0yIMHBL. BoJIbHBIE TOTrMOAOT B TEYCHNUE HECKOJIBKUX THEH (110 2
Mec).

[Ipu maTomMopONOrUYecKOM HCCIEIOBAHUM BBISABISETCS HH(DUIBTpaAIUs
MOHO HYKJIEAaPHBIMH KJIETKAMH IE€YEHH, JTUM(DOY3JIOB, CEJIEe3e€HKU, KOCTHOIO
MO3ra, JIETKUX, BHJIOYKOBOW IKEJIE3bl, MOYEK, MO3ra M MSITKHX MO3TOBBIX
000JI0YeK, HAATMOYEHUHUKOB, CEpJla, KUIICYHHKA M SMYEK, HHOI/A TakKXe
NapaliMTOBUIAHBIX  kKejle3. MOHOHYKJIEapHble KJIETKHM TIeTEpOTeHHBbl B
OTHOIICHUH pa3MepoB U (HOpMBI KaK caMHUX KJIETOK TaK U siJep, BUAA M Yucla
SIPBIIIEK, PA3MEPOB [IUTOILIA3MBbI U T. .

[Tatorenes 3aboseBaHus HE yCTaHOBJEH. THWI HacleOBaHMS PELECCHUBHBIN,
cremieHHbii ¢ X-xpomocomoit. Cunapom omnmcan Falletta u ap. 8 1973 .

Pyna cunapom. ['emarTonorndyeckne HapylICHUs: NEPHUIMO3HAS AHEMHUS.
Bxrouaer WH(DAHTUITU3M, TETAHHUIO, AIUJIETICUIO, TOTTUHEBPHUT
BPOXJCHHBIM IICUX03 C MOPAXEHUEM JULAa U NEPHULUUO3HYI AHEMUIO.
Bcerpeuarorces, Takxe Ipyrue CUMIOTOMBI -apaXHOMAKTWIIMS, MbIIICYHAs
atpodus, TUTMEHTHBIN  PETHHUTONUTOPpEeHHUs (pPa3IM4HON  CTETICHH),
TOTaJbHAS ajomnenus. [IaToJIOTOAHATOMHUYECKHU OOHapyXUBaeTCs
HEJIOpPa3BUTHE  KJIETOK  TOJOBHOTIO Mo3ra, YMEHBIIEHUE  UX
quCciia,IOMaToONU3  KJIETOK bella BMOTOPHOW 30HE  KOpBI, HW30BITOK
OJINTOACHAPOIJIMM BO (PPOHTAIBHBIX OTAENIaX KOpbI; B YEpHOW CyOCTaHIIUW,
BEIIECTBE MPOJOJATOBATOr0 MO3ra MHOXECTBO JABYSJECPHBIX HEPBHBIX KJETOK,
HEPaBHOMEPHOE pacnoiiokeHue kietok Ilypkunse.

Tumn HacemoBaHus ayTocOMHO-perieccuBHbIA. Cuuapom onucan Rud B 1927 .

Tpumerusamunypusi (3amaxa pbi0ObI CHHAPOM). ['eMaTojOrHYeCcKuUe
HApYUICHHS: AHEMUsS, HEWUTPOIECHUS, YIJIMHEHHE BpPEMEHH KPOBOTCUCHHS,
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CHIIKEHHUE aJre3UBHOCTH TPOMOOIIMTOB, TIOBBIIICHHAS PE3UCTEHTHOCTH
SPUTPOLIUTOB K MUJIMIIOPOBOM (priibTpanuu. XapakTepu3yeTcsl CKIOHHOCTBIO K
MHQEKIMOHHBIM ~ TOPAXKEHUSIM  JIETKUX,  CIJIEHOMErajaue,CHMITOMaMH,
HallOMUHAOIUMHU cUHApOM TepHepa. B XpoBU HEUTPONEHUS U JIerKas
anemusi. OtTMmedaeTcss yBEJIHUYEHHUE BpPEMEHH KPOBOTECUYEHUsS TMPU
HOPMaJIbHOM KOJHYECTBE TpPOoMOOIUTOB. HapymieHb HOBEPXHOCTHBIE
CBOMCTBa HEUTPO(UIOB, TPOMOOUUTOB U APUTPOLMUTOB, YTO BBIPAKAETCSA B
CHW)KEHHOMW  aAre3WBHOCTH TIEPBBIX U TOBBIINIEHHOW PE3UCTEHTHOCTH
MeMOpaH NOCHEAHUX KMHJIMIMOPOBOM(UIABTpalMU. 3amax THUIOW pBHIOBL,
UCXOIAUIMI OT OOJBHBIX, OOYCIIOBJIEH MOBBIIIEHHON 3KCKpeLHed ¢ MOYOu
TPUMETWJIAMUHA, KOTOpas eme OOoJblle YBEIWYMBACTCS NpPH MULIECBOU
Harpy3Ke TPUMETWIAMUHOM (JIMarHOCTUYECKUHN TECT).

[laTorenes  3abosieBanusi  HeBbIsICHEH. [Ipenmomaraior  ayTOCOMHO-
perieccuBHas TUI HacieaoBanus. Onucano Humbert u ap. B 1970.

Tpuosogocharuzomepas-Hea0cTATOUHOCTD. [ eMaTosiornueckue
HapyIlIeHUs: HechepouTapHas TeMOJIMTHYCCKAs aHEMHUS; SPUTPOIMTHI INVItro
MOJIBEpraloTCs TIeMOJIM3y, HEKOPPUTUPYEMOMY  J00aBICHUEM  TJIFOKO3BI.
XapakTepu3yeTcsi ~ CKJIOHHOCTBIO K  HMH(EKIMOHHBIM  3a00JIEBaHUSM,
IPOrPECCUPYIONIMMHU  CIIACTUYECKUMH TapajluyaMu U HecheporuTapHon
FEMOJIMTUYECKON aHEMHUEH.

DputpouuThl O0JBHBIX INVILFO TMOABEpPraroTCs TreMOJIM3y, KOTOPBIH He
KOppHUrupyetcs gobasiaeHueM rimoko3sl (Tuill Dacies).

3aboneBanne  oOycioBieHo  geduruToM  Tpuozodocdaruzomepassl,
AKTUBHOCTH KOTOPOM B 3pUTPOLIMTAX CHIKEHA 10 6%, B neiikonuTax -10 20%.

Tun HacnenoBaHUs ayTOCOMHO-PELECCUBHBIN. B reTepo3uroTHOM COCTOSTHUM
r'eH MPOSBISETCS CHUKEHUEM aKTUBHOCTU (hepMeHTa B aputporuTax Ha 50%.

3aboneBanue onucano Schneider u ap. B 1965 r.
Tpucomun D; cunapom (maray cudapom). ['emaTosiornueckue HapyuIeHUs: B
11 (007 (0)) HOBOPOXKJICHHOCTH COXpaHseTCs reMOTJIOONH Gower-2.
XapakTepuzyeTcss Majlod MacCoOl TMpU POXKICHHU, MHUKpoIehaancH,
nedpopmanei MO3roBOTrO U JHUIIEBOTO 4Yepena, paculelICHUEM GepXHell
ryobpl u (unm) HEOA, MUKPO- WM aHO(TanbMUEH, MU3IMOPHOTCHE30M
pOTOBUIIBI, palyXKH W yrjla INepeJHed KaMepbl, SASpHOU KaTapakTOW,
KOJIOOOMOM  pajgyXKu H  UUIHAPHOrO  Tella, NEePCUCTUPYIOIIUM
TUNEPIIACTUUECKUM MEPBUYHBIM CTEKJIOBUIAHBIM TEJIOM, JHUCIIAa3uei
CEeTYaTKH, BPOXKJEHHOU OTCJIOUKOMN CEeTYaTKH, nudy3HBIMU
KaNuJUISIPHBIMU T€MaHTMOMaMy, PYJIUMEHTApHBIMU NaJbllaMUd Ha HOTaX H
cromax. M3 BpOXJEHHBIX MOPOKOB cepAla dYaime BcTpedaeTcs aedext
MEXIKEeTyT04YKOBOM neperopoaku. Cpean NOpOKOB Pa3BUTHUS BHYTPEHHUX
OpraHoB ONHCaHbl THAPOHE(DPO3, TMOUYECYHBIE KHUCTHI, HEOOBITHAS
JN0JIbYAaTOCTh JIETKUX, JByporas MaTka, 7o0aBo4yHas celie3eHka. B mepuon
HOBOPOXJIEHHOCTH y OOJNIBHBIX OOHapyxkuBaeTcsi remormobun Gower-2.
bonsabie ¢ curgpomom Ilatay w™ano KU3HECMOCOOHBI H OOBIYHO
norubarwT B TEUYEHHE HECKOJBbKHX JHEW uiu Heaedb. OIHAKO HUMEITCS
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oTJenbHbIe (omucaHus OOJBHBIX B Bo3pacTe 2-3 net. B aToM ciydyae oHuM
YMCTBEHHO OTCTallbl W y HHUX JUJIMTEIBHO CcOXpaHseTcsa (QeTanbHbII
remoryiooun F.

Ha ayrtoncum OonbHbIX ¢ cuHapoMoMm Ilatay oOHapyXuBawT
aHoMmaluu (GpPOHTANbHOM 00JAaCTH MO3ra U OOOHSTENBHBIX JOJEH, 4acTo
OTCYTCTBYET Mo3oiuctoe Tteio |l ormeudaercs rumomnasus MoO3XkKedka.
CocTosiHHe MoO3Tra B IL€JIOM MOXET OBITh OXapaKTEepHU30BaHO TEPMHUHOM
apxuHsHIepanusa. HWmerorcs cooOuleHUs TakXe O MHOXKECTBEHHbBIX
MOpOKax pa3BUTHUS BHYTPEHHETO yXa.

HNepmatornuduuecku npu cunapome I[latay omuchiBalOT BBICOKUM
AUCTANIBHBIN panuyc, Tymoi yros atd, MCTHHHBIE y30pbl Ha TEHape U
TUMOTEHape, MOMEPEeYHYI0 CKIAAKy JagoHed. J[MarHoCTUYEeCKH IE€HHBIM
NpU3HAKOM siBisieTca S-o0pa3usas GubyiuisipHas Ayra B 00yiacTu 0OJBIIOTO
najibla CTOIBI.

Cunnpowm Ilatay oOycnosien Tpucomueit 13-t xpomocombl. BetpeuaeTcs ¢
gactoTo 1:3500-4000 HoBopoxaeHHBIX (cM. Takxke TpucomuuD,
cunapom). Onucan Pretail 8 1960 .

Tpombactenuss BpoxaenHasas Pesons u Hmepcaynga.Habmonaercs
riy0OKO€ M CTOWKOE HapylleHHue AMHAMUYEeCKUX QyHKIuN KieTku. TpomOoim-
Thl KpyrJible, MajieHbkue (3-4 MKM), HE CIOCOOHBIE K AarrJlOTHHAIUA H
aAre3suBHOCTH. PeTpakuus KpOBSHOIO CryCTKa 3aMeljieHa M CHIJKEHa, Y
HEKOTOPBhIX OOJIbHBIX OTCYTCTBYeT. (dDeHoMeH pa3apakeHus TPOMOOLUTOB
(cuMnOTOM pacmiiacTeiBaHus Ha cyOcTpaTte) coxpaHeH. TpomOoriacTHHO
oOpa3oBaHre HOPMAJIbHOE.

Hacnenyercss mo ayTocoMHO-peniecCUBHOMY THMY. 3a0ojeBaHUE OIKUCAHO
Revol B 1944 r. u Imerslund B 1947 r.

Tpomoonatuss Buinedpanna-lOprenca (kanu/uisiponaTtus remMmoppa-
ruveckasi, aTpoMOOUMTONECHUYECKAs: Mypnypa; reMo@uusi COCyIMCTasi,
ncesaoreMoguans BACKYJISIpHAaA; TeJICAHTUIKTA3HH g dys3Hbie
Kanuuisipubie). TpagunmoHHo  3a0oieBaHUE  OTHOCSAT K  KaTeropuu
HACJICJCTBEHHBIX TPOMOOMAaTHi. DTO OOBIACHSIETCS TEM, YTO HE HaOIIrogaeTcs
HapylmIeHH Mop(oJoruIecKoro cyocTpata TPOMOOIIMTOB W BBIPAKEHHOTO,
CTOMKOTO TOpPaKEHUS JHUHAMHUYECKUX (YHKIMA, KaKk TMPH HACIEICTBEHHBIX
TPOMOOIIUTOACTCHHSX.

bone3np wame HaunHaeTcs B paHHEM JAeTCKOM Bo3pacte. HaOmiomaroTcs
JUINTENIbHAs KPOBOTOYMBOCTh M3 HEOOJBIIMX paH M HAAPE30B, IOJKOXKHBIE
KPOBOU3IUSHUS M TE€MaToMbl IOcie HeOoibux TpaBM. B Oosee crapiiem
JETCKOM BO3pacTe MOSBISIETCS KPOBOTOYMBOCTH IIOCIE 3KCTPAKUUU 3yOOB,
TOH3WUISKTOMUH, aJICHOUAIKTOMMH, IO KJIMHUYECKON KapTUHE HAIIOMUHAOILIAS
remopmwmro.  KpoBoreuenne mnpu  Oonesnm  BuuieGpanma-FOprenca
HECPAaBHEHHO CIIOKOWHee, 4eM mpu remMopwind. MOryT HUMETh MECTO
reMapTpo3bl, YTO OTIMYAET 3a00JeBaHUE OT TPOMOACTEHUH, HO MpeolIanaoT
HOCOBBIE M KOXXHBIE TeMOpparv. Y OKEHIIMH NPEBAIUPYIOT TSXKEIbIE
AHEMU3HPYIOIIHE MATOYHBIE KPOBOTEUEHHsS. Y  HEKOTOPBIX  OOJBHBIX
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HaOmoaoTcss Npo(dy3HbIE KULIEYHBbIE KPOBOTEYEHHMS, y JIPYTUX CKpPBITHIE,
IJI0XO TUAarHOCTUPYEMbIE MUKPO FreMaTypHU.

OCHOBHBIM J1TA0OPAaTOPHBIM TECTOM SBIISIETCS HEOObIYaliHas JJIUTEIbHOCTD
KpoBOTeUeHHUs (IIPU YKOJIOYHOU MPOoOeI0 HECKOIbKHUX YacoB). CBEpTHIBAEMOCTh
KpOBU U MOTpeOJICHUE MPOTPOMOUHA B OOJBIIMHCTBE CIIy4yaeB HOPMAaJIbHBI (B
ornuure OoT remoduinu). OOlIee KOJIUYECTBO TPOMOOIMTOB HAXOIUTCS B
npenesax HOPMbI, PETPAKIUs KPOBSIHOTO CTyCTKa OObIYHAsl (B OTJIMYKE OT
6one3nu Bepnbroga). Cumxenue aktuBHoctH AT (dakTopa 1X) MoxeT ObITh
NPU3HAHO B KayeCTBE JUArHOCTUYECKOrO0 TECTa TOJbKO B COYETAHUH C
YIJIMHEHHBIM BpPEMEHEM KpOBOTEYeHUs (B OTJIWYME OT TeMOQUIUN).
Otmeuaetcs taxke cHkenue gakropa V, VII, VIII, XI u cepotonuna.

B nepuos KpoBOTOUYMBOCTM B KPOBH HAOJIOAAETCS KapTUHAa OCTPOM
NOCTTEMOpPPArMuyeckoil  aHeMUUM  C  MOBBIIMIEHHBIM  PETUKYJIOLHUTO30M.
YMepeHHsli JeikonuTo3 ¢ HelTpoduiiezom. KonnuecTBo KpOBSHBIX MIIACTUHOK
B IIpeiesiaX HOPMBI, a MOCJIe KPOBOTEYEHU MOKET OBbITh HECKOJIBKO MOBBILIEHO.
Co CcTOpOHBI KOCTHOTO MO3ra OTKJIOHEHUH OT HOpPMbI HE OTMeEdYaeTcs, 3a
UCKJIIIOYEHWEM TeX CJIy4yaeB, KOIJla Ha TI0YBE KPOBOTEUEHUWH BO3HHKAET
BBIp@KEHHAsT aHEMHUA W KOJMYECTBO SPUTPOHOPMOOIIACTO3 YBEIUYMBACTCH.
Merakapuonuronod3 - 0e3 o0coObix usMeHeHuil. Ilpu wuccrnenoBanuu
yIABTPACTPYKTYPBl TPOMOOIIMTOB HAOIOJAIOTCS HE3HAUYMTENbHBIE HapyIICHUs
UX FpaHyJIsIpHON cyOcTaHmu - HocuTens gakropa III.

[laTorene3 O0oJie3HWM 1O HACTOSIIETO BPEMEHH OCTAETCS HEJOCTaTOYHO
acHbIM. JlOKa3aHO, YTO UMeEETCs BBIpAaXKEHHAs MaTOJIOTUsl KalmuJUISIPOB -
aHrUoNaTHsl, KalWUIIpONaTusi, OCHOBHBIM KJIMHUYECKHUM CHUMIITOMOM KOTOpPOM
CIY’)KUT pPE3KOoe H3MEHEHHE BpeMeHU KpoBoTedeHUs. OTCyTCTBUE TpyObIX
AHATOMUYECKUX HAPYUIEHUW KAHWJUIIPHOM CHUCTEMBI IO3BOJISIET CUUTATh ATHU
U3MEHEeHMs (QYHKIMOHATBHBIMU. BO3MOXKHO, JIeTKasi paHUMOCTb KalWJUISIPOB U
CHMKEHHE  BAa30KOHCTPUKTOPHOM  pEaKUUMU BO3HUKAIOT B  PE3yJbTaTe
NOHMKEHHOT'O COJIEPKaHUS B KPOBH CEPOTOHMHA. MOXHO IymMaThb TakKXke O
(GYHKIIMOHAIBHOW HEAOCTATOYHOCTA TPOMOOIIMTOB B CMBICIE CHUKCHHUS HX
a7ICOPOIIMOHHOM CITOCOOHOCTH MO OTHOIIEHUIO K CEPOTOHUHY, a, BO3MOXKHO, U K
IPYTUM COCYIUCTBIM MEIHATOPaM.

Hapsny ¢ kanwinsiporiatueid B psfie ClIy4yaeB MOXKET ObITh COUCTAHHBIA WITU
pasfenbHbld  eUIUT IIa3MEHHBIX U TpomOouuTapHbeiXx (axtopoB. [lpu
nedunuTe aHTUreMO(QUIBHOTO TI00yIMHA A KIMHUYECKas KapTuHa Ooie3Hu
HarmoMUHaeT Temoduauu (reMapTpo3bl, BHYTPHUMBIIICYHBIE T'E€MaTOMBI).
CHuxeHue 3Toro gaktopa He CONMPOBOKAACTCA U3MEHEHUSIMHU CBEPTHIBAEMOCTH
kpoBu. [lpu cHmwkeHun aHTUTeMOWIbHOTO TIOOynMHA B Habmiomaercs
HapylieHue YTWIN3AlUA TPOTPOMOWHA, UYTO CHYXKUT nuddepeHmarIbHbIM
npu3HakoM Aeduinuta aHTHreModuiabHOTO THoOynmuHa A ot B mpu OGone3nu
Bunnebpanga-tOpreaca. OTMedaroT CHUKEHUE TPOMOOIIIACTUHOOOpA30BaHMS,
YTUIM3alUU OPOTPOMOMHA U CEPOTOHMHA B KpoBU. DEHOMEH MJIUTEIBHOCTH
KPOBOTEUCHHUS 3aBUCUT KaK OT JePUIMTA IIa3MEHHBIX (PAKTOPOB CBEPTHIBAHUS
KpOBH, TaK M OT Ae(ULUTa JO CHX MOp HE PACIIU(PPOBAHHOTO «COCYAMCTOrO
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daktopa» (pakrop Hunbscona), comepxanierocs B I ppakiuuu 310poBBIX Jr0eH
U KYINUPYIOIIET0 TEeMOpPpParuuyecKuii CUHAPOM Yy OOJBHBIX € OO0JIE3HBIO
Bunne6panaa. Beigenstor cienyroue Gopmbl 00JIE3HU.

1.BpoxnenHasi reMopparuueckass KamwJIIponaTtus C COMYTCTBYIOIIEH
TpoMOonaTheil (CHMkeHue (pakropa 3 MIACTUHOK, CEPOTOHMHA, arperaTUBHO-
aJAre3UBHON (PYHKLNU U PEXKE PETPAKIUN).

2.KanumisiponaTisi C COMYTCTBYIOUIEH HEAOCTaTOYHOCTHIO IJIA3MEHHBIX
(dakTopoB cBepThIBatolel cucteMbl kpoBu (paxtopsr V, VII, VIII, IX, XI).

3.KannmisiponaTusi ¢ COIMYTCTBYIOLIEH TpOMOOINaTued M JOCTaTOUHOCTBIO
yKa3aHHBIX BBIIIE MJIa3MEHHBIX (haKTOPOB.

C BO3pacToM WMHTEHCHUBHOCTh KPOBOTEUYEHHUU ocyiabeBaeT. VckimouuTenbHO
TSOKENOE ~ TeueHue  HalbmojJaeTrcs  Opu  TOMO3UTOTHOM — COCTOSIHUU
NaTOJOTUYECKOTO FeHa.

[laTorenernueckoro JedeHuss OoJie3HM HE cyllectByeT. B mepuoa
KPOBOTEUEHUN  CIIEIyeT TPUMEHATh MECTHhIE KPOBOOCTaHABIIMBAIOIINE
CpElICTBA U MEPENIMBAHMS JOCTATOYHO OOJBIINX 103 CBEXKEH IIa3Mbl U KPOBH, a
TaK)Xe€ KPUOMPOTEHHOB, KOTOpbIe Koppurupyrot He Tojibko VIII ¢akrop u ero
akTuBatop, HO W Jnedext «cocymauctoro (akropa Hwunbcona». Bpemennoe
yIy4IlIEHUE OKa3bIBalOT KOPTHUKOCTEPOUIHBIC TOPMOHBI. J[7s BO31elcTBUS Ha
COCYAMCTYIO CTEHKY PEKOMEHIYETCsl BBEJCHHE CEPOTOHHMHA, aIperoKCHiia U
aHAJIOTUYHBIX TMpernaparoB. [IpuMeHsieTcst AMCUIIOH aMHUHOKAIPOHOBAasI KUCJIOTA.
Bo wu3bexxanue KpOBOTEUEHHUI ClelyeT MpeaoTBpallaTh Majeillne TpaBMBbl,
MOTYIIIHE BbI3BAaTh KPOBOTEUEHHUE.

3a0oneBaHue HaclemyeTcss IO ayTOCOMHO-IOMIIHAHTHOMY THILY, C
Pa3TUYHON MEHETPAHTHOCTHIO U KCIPECCUBHOCTHIO, UMEIOTCSI TOMO3UTOTHBIE U
reTepo3urotTHsie Gopmbl. Heckonpko vaiiie 00JCIOT JKEHIIUHBI.

Hauano wusyuenust 3abonmeBanusi oTHocutcs k 1926 r., xorma Willebrand
BIIEPBBIC OMHUCAT cBoeoOpa3Hyl0 (QopMy KpPOBOTOYMBOCTH Yy JKUTEIEH
Ananjnckux octpoBoB (banTuiickoe Mope) Mmoj Ha3BaHUEM «HACJIEICTBEHHAs
TICEBIOTEMODUITHS.

TpombOouuTapuas remopparudeckasi iuctpodus (BpokaeHHasi reMoppa-
rudyeckas jaucrpopus TtpombOouutoB bepnapa-Cyabe). IIposBusercs
MPEUMYIIECTBEHHO B paHHEM JETCKOM Bo3pacTe (C MEepBbIX MeEIelb WU
MECAIIEB KU3HU) B BHUJIE DKXMUMO30B U MPOQY3HBIX KPOBOTECYEHHUI -HOCOBBIX,
JECHEBBIX, >KEIIYJOYHO-KUIIEYHBIX, JErOYHbIX, TeMaTypuu U Jp. Y JI€BOYEK C
JTOCTI)KEHUEM TIOJIOBOM 3PEJIOCTH HAOII0AAIoTCs MpoQy3HbIE MEHOpPparuu.
CpaBHUTENBHO PEJIKU TEMAPTPO3BI.

[IpyynHa KpOBOTOYMBOCTH 3aKitodaeTcss B aedexre MopdhoIorndecKoro
cyoctpata kxnetku u gedpunure I dakrtopa TpomMOOUIKUTOB, MPUBOASIINX K
YAJIMHEHUIO BPEMEHU KPOBOTEUCHHSI U HAPYILIEHUIO CBEPThIBaHUs. B oTiamune
OoT TpomOacTeHHH [ aHIIMaHHA PETPaKLUs KPOBSIHOIO CTYCTKa COXpaHEHa, HO
3aMmejyieHa W CHIKeHa. Jlpyrue cBoMcTBa IUIACTUHOK (aAre3WBHOCTS,
arperauusi) He HapymeHbl. OCHOBHOM Ja0OpaTOpPHBI CUMITOM IMpHU
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TPOMOOIMTOAUCTPODHUH -PE3KO HApYIIEHHOE NOTPEOIIEHHEe MPOTPOMOMHA.
Mopdonorudyeckum  BBIpAXEHUEM  KAUeCTBEHHOW  HEMOJHOIEHHOCTHU
TJJACTUHOK SIBJISIETCS UX HEOOBbIYHAsl BEJIMYMHA, JOCTUTAIOIIAs 7 MKM U
OoJiee, U YIUIOTHEHHBIM XHOMOMEp 4YTO MPU HIMPOKOM THAJIOMEpPE MPUIACT
KPOBSIHBIM TIJIACTUHKAM CXOJCTBO ¢ Jumdormutamu. Cpead «TUTaHTCKUX)»
IUTACTUHOK BCTPEYAIOTCS He3pelsible (OpPMBbI, CBUIETENbCTBYIOMIME OOIIUX
MIPOUCXONKIECHUU U3 HE3PEIBIX KJIETOK KOCTHOTO MO3Ta -IPOMETrakapruolUuTOB U
MerakapuoOJacToB. DNEeKTPOHHO-MUKPOCKOIIMYECKHE UCCIIEIOBAHUS
MOKa3ajgu, 4TO B TPOMOOIMTaX HMMEIOTCS OTPOMHBIE BaKyOJH, OKPY>KCHHBIE
MEJIKOM 3€pHUCTOCTHIO. AJlb(pa-rpaHyJibl 3HAUUTEIILHO YMEHBIICHBI B YUCIIE U
BennunHe dopma X J0BOJIBHO BapHraldenbHa.

[Iporuo3 cepneseH. [Ipody3Hbie KpOBOTEUEHHS B paHHEM JIETCKOM BO3pacTe
HEPEJIKO MPUBOJAT K JIETAIHLHOMY HMCXONY, HO C BO3PAaCTOM CTAHOBATCS MEHEE
OTIaCHBIMU.

Tepanusi KpoBOTEUEHMM MpU TPOMOOIUTOAUCTPOPUU 3aKTrOUaeTCsl B
NPUMEHEHUH  OOBIYHBIX  T'E€MOCTATHYECKUX  CPEACTB, reMoTpaHc]y3ui,
TPOMOOLIUTHOM Macchl W OOJBIIMX 03 TUMO(PU3aPHO-HATITOYCHHHKOBBIX
rOpMOHOB. B mepuon pemuccum moka3aHO NMPUMEHEHUE KOPTHUKOCTEPOUIMBIX
TOPMOHOB B MaJjibIX J103aX. [Ipu MmeHopparusix 6aaronpusTHbeIi 3QPeKkT oTMEeUeH
OT TIpreéMa TOPMOHOB JKEJITOTO TeJla U UX CHHTETUYECKUX aHAJIOTOB, & TAKXKE OT
aHJPOTCHOB.

[lepenaercs 1Mo ayTOCOMHO-PEIECCMBHOMY THITY. 3a00JIeBaHUE OIKUCAHO
Bernard u Soulier B 1948 r.

TpomOounToacTeHnsi HacJeACTBeHHas remopparudeckasi I'1aniMaHHa-
puHuKepa (TpoMOouMTONmaTH4YecKasi mnypmypa). OTHocuTCcd K TpyIIe
HH3UMONATUN € (YHKIMOHATBHOM M MOP(HOIOTHYECKOM HEMOJHOIIEHHOCTHIO
TPOMOOIIMTOB.

3a0oneBaHue MPOSIBISICTCS 3HAYUTEIBHBIMU KPOBOUBIUSHUSIMH B KOXY H
CIM3UCThIE Toclie Menkux TpaBM. Haubomnee uacto (y 90% OoJbHBIX)
HaAOJIIOIaI0TCsT HOCOBBIE KpOBOTeueHHs. Hepeaku KpoBOTEUEHUS W3 JIECEH,
KEITYJTOYHO-KUIIEYHOr0 TpakTa. KpoBoTedueHUs BO3HHMKAIOT 4Yalle B JETCKOM
BO3pacTe€ B CBA3M C TpaBMaMU WIM ONEPATUBHBIMM BMEIIATEIbCTBAMHU
(TOH3WIIDKTOMUEH, SKCTpakmue 3yOoB). Y IKEHIIMH TpOMOacTEeHUYECKHe
KPOBOTEUEHHUS OOOCTPSIOTCS OOBIYHO C HACTYIJICHHEM TOJIOBOTO CO3pPEBAHMS,
MpOSIBISIACH B BHUJAE MEHOpPparuv, a TaKXKe JUIMTENbHBIX MOCIEPOIOBBIX
KpOBOTE€YEHUM. ['eMapTpO3bl U TEMATOMBI PELIKH.

JlaGopaTtopHbIie TeCThl OOHAPYKUBAIOT YBEJIMUYEHUE BPEMEHU KPOBOTEUCHUS,
YMEHbIIEHUE WM OTCYTCTBHE aAr€3UBHOCTH U arperalud TpoMOOIUTOB MPU UX
HOpMabHOM KonndecTBe. Hanbosee xapakTepHbIM CUMIOTOMOM TPOMOACTEHUH
SABJISIETCS  APETPAKTWIBHOCTh KpOBSIHOro cryctka. IlonmHoe  oTcyTCTBHE
petpakiuu Habmomaercs B 70-80% ciyuaes, HenosHas petpakius B 20-30%
Cly4aeB, dYTO OOycCIOBIMBaeTcs NeGUIMTOM B KPOBSHBIX IUIACTUHKAX
COOTBETCTBYIOIIETO0 OenKoBOro ¢epmMeHTa TPOMOOCTEHHWHA, B CBA3M C UYEM
TPOMOOLIUTHI HE CHOCOOHBI OOpa30BBIBATH IUIACTUHOYHBIA TpOoMO B MecTe
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HapyluIeHUsT LEJOCTH COCYIUCTON cTeHkH. OTMmedaeTrcss aHU30LUTO3 H
MaKpOILIMTO3 TUIACTUHOK, CHIKEHHE YpPOBHS CEpPOTOHHMHA B KpoBU. CUMIITOM
LIUATKA PE3KO MOJIOKUTEIIbHBIN.

YapTpacTpykTypa TpPOMOOIIMTOB 3HAYMUTENBHO u3MeHsieTcs. KpoBsiHbie
IJJACTUHKU TEPSIIOT CIIOCOOHOCTh K pPacCIIaCTHIBAHWIO W arperaiud, OHH
OKpyrioil (opmMbl 6€3 OTPOCTKOB M AHTUTEHU. ['paHyloMepbl TPOMOOIUTOB
OelnHbl  3E€PHUCTOCTBIO U COJAEpXKAT  MHOrO  Bakyojeil.  DIIeMEHTHI
HHOIJIA3MATUYECKOU CETH Pa3BUTHI ¢1a00, YaCTO OTCYTCTBYIOT MUTOXOHJIPUHU.
[Ipy yABTPaTOHKOM HCCIEAOBAaHUM CrycTka (uOpuHa oTMeYaeTcsi IOJHOE
OTCYTCTBUE TPOMOOLIMTOB CpeId BOJOKOH (hUOpHHA, KOTOpBIE CIIyTaHbl WU
ne3opueHTupoBanbl. CTPYKTypa BojokoHell ¢pubpuHa (Hudpusui) peixiasi, OHU
pacciauBaroTca, o0pa3ys  IIMpOKHE MpocBeThl. Bce 3T sABIeHHS
00yCJIOBIMBAIOT U3MEHEHHUS, TPUBOAIINE K HAPYIIICHUIO PETPAKIIUHU KPOBSHOT'O
cryctka. B TpomOonuTax orMmedaeTcs peskuil aedunut agaeHozuHtpudocdara
(AT®), BOIOTH 7O TOJHOTO OTCYTCTBHUS, HEOOXOAMMOTO [JIi HOPMajbHOMU
KOHTPaKTHWJIBHOCTH  TPOMOOCTEHWHAa. B  MeHbIEeH CTENeHu CHUKEHO
coaepxkanue agaeHosunaudocdara (A D). Henocrarounoe conepxanue ATD B
KPOBSHBIX  TUJIACTUHKaX  OOYCJIOBIIMBAE€T  HEJIOCTATOYHYH)  aKTHBHOCTH
TVIMKOJIMTUYECKUX MPOIECCOB, KOTOpasi B CBOIO OUePEb 3aBUCUT OT YMEHBIIICH-
HOTO  COJepKaHUs B  IUJIACTUHKAX  COOTBETCTBYIOIMIUX  (PEPMEHTOB:
rmrepanbaeruapodochaTieruiporenasbl, MUPyBaTKUHA3bl U HWOHOB MarHUsl
(Mg+ +) B coennHeHnH ¢ aieHO3UHTpUDOCHaTa30M.

[Iporno3 cepbe3eH. M3BecTHbl ciydaum cMmepTd TpHd  OPOdy3HBIX
kpoBoteueHusix. C BO3pacToM CHUMIITOMBI Oo0JIe3HHM CTHXaloT. B mepuon
KPOBOTEUEHUN JIy4IIUA TeMOoCTaTUYecKuid 3PGeKT OKa3bIBalOT TpaHCy3uu
CBEXEIPUTOTOBIICHHOW TPOMOOIIMTHOM Macchl WM 2-3-4aCOBOM  KPOBH.
[lepenuBanuss TPOMOOIIUTHOM MaccChl MOKa3aHbl M BIPOIECCE MOJITOTOBKHU K
ONEpPAaTUBHBIM  BMEIIATEIbCTBAM,  OJKCTpakiusM  3y00oB W T. 1.
[laTorenernueckum CPEICTBOM JeYeHUS SABIIACTCS NpUMEHEHUE
anenosuntpudocdara (ATD). Ilpumensercs npemnapar, coaepxamuii ATD u
AJI® B cootHomienunu 3:2. Ha kypc nedenust BBoautcs 300-1200 mr npenapara.
Knunnyeckas peMuccus HacTymaeTr ObICTPO, HO OHA HeNpoJopKuTenbHa (1-2
Mmec). Jns nmpoduiakTuKy peruanBoB KpOBOTOUUBOCTH AT® crienyeT BBOAUTH
B TEYCHWE BCEW IKU3HM TIO0 TMPHUHIUIY TOAASPKUBAIONICH TEparuH.
OnnoBpemenHo ¢ AT® OonpHBIM HA3HAYAIOT TMpenapaTbl  MarHufi,
katanmzupytoue npespamieHue AJI® B AT®. TlokazaHo BBeneHHE SMCUIOH-
aMHUHOKAIPOHOBOU KUCIOTHL. CIUIeHAKTOMHUS Hed(hPEeKTHBHA.

Hacnenyercss mo ayTOCOMHO-PEIIECCHBHOMY THIY, MOpa)aeT JHI 000Eero
nosa, yame HaOmogaercs y skeHIIMH. CooOIleHHs O JOCTOBEPHBIX CilydasX
reMopparudeckoil TpoMOacTeHWH B TOM BHJE, B KaKOM OHa ObUTa OIHCaHa
BIepBBIe Oosiee 55 ner Hazaa (KpOBOTOUMBOCTh, CHIXKEHUE PETpPaKIUU
KPOBSIHOTO CTYCTKa, YJIMHCHHE BPEMEHH KPOBOTCUEHUS), KpalHE PEIKH.
OnucanHple  clydad COYETaHHS TPOMOOIMTOACTCHHMH C  HApyIICHHEM
cBepThiBaeMocTH KpoBu Bcienacteue gedunmra AT u apyrux dakropon
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obo3znavarorcst Stelanini u Dameshek kak «tpomOonmroacteHrueckas» (Hin
TpoMOomnaTuieckas) reMoQuius.

3aboneBanue Brepbie onucano Glanzmann s 1918 r.

TpomOountonennvyeckass mypnypa (6oJsie3ns Bepabroga). HaubGoinee
4acTo BCTpeyaromasca popMa reMopparuaeckoro auare3a. OCHOBHBIMU KIIMHH-
YECKUMHU CUMIITOMaMU OO0JIE3HU SIBJISIIOTCSI KPOBOU3IUSHUS B KOYKHBIE ITOKPOBBI
U KpPOBOTEUEHHUS U3 CIU3BHUCTBIX O000JIOYEK, KOTOpbIE pPa3BUBAIOTCA O]
BIUSHUEM MeNbYalliux TpaBM. WM3II00NEHHBIM MECTOM pPacHOJIOKEHUS
AKXHMMO30B U METEXHI Ha KOXKE SIBJISICTCS MEPEHSS MOBEPXHOCTH TYJIOBUIIA U
KoHeyHocTel. KpoBoTeueHus: U3 CIM3UCTHIX 000JOYEK -O/JHA U3 XapAKTEPHBIX
ocobenHocteir  Oone3nu. Hawubonee yacThl  HOCOBbIE  KPOBOTEUYEHHUS,
ABJIAIONIMECS] MHOTJAa €IMHCTBEHHBIM MpU3HAKOM Ooje3Hu. Bropoe mo yactorte
MECTO 3aHMMAlOT KpPOBOTEYEHUS M3 JIECEH, He JOoCTHUrarouue OoibIIoi
aKTUBHOCTH, €CJIM HE BbI3BaHbI TpaBMoOil. OCOOEHHO OMACHBI ONepaluy HKCTPaK-
Uy 3y0a WM TOH3WUIIKTOMUA. HabmogaroTcs KpoBOTEUEHUS! U3 BHYTPEHHHUX
OpraHoB (>KEJIyJJOYHO-KHUIIIEYHbIC, JIETOYHbIE, TTOUCUHBIE) WM KPOBOUBJIUSHUS B
IJIEBPY, OPIONIHYIO TMOJIOCTh, a TAKXKe KpOBOM3IUSHUSA B MO3T (B 20% ciydaes),
B SMYHHKU, HEPEJIKH MEHOPpPAruM M METPOpparHu. YBEJIMYCHHE TECYCHH -
HENOCTOSIHHBIN cumnToM Oone3nu. Cene3eHKa YBEJIMYUBACTCA MEHbIIE YEM B
20% cnyuaeB. 3mMeHeHus1 KpOBH 3aBUCAT OT (pakTopa KpoBoTeueHus. B cranuu
pemuccun OOJE3HM KapTUHA KPOBU HE TPEJCTABISET CYHIECTBEHHBIX
OTKJIOHEHUW OT HOpMBI. [lociae OAHOKpPATHOrO KpPOBOTEUYEHHS pa3BUBACTCA
ocTpasi TMOCTreMopparuyeckas aHeMus, IMPU MOBTOPHBIX KPOBOTEUYECHHSIX -
XpOHUYECKasi TOCTreMopparnyeckasi aHeMHusi TUIOXPOMHOTO — XapakTepa,
npuoOpeTaIas ¢ TEYSHHEM BpPEMEHH TuropereHepatopHsiii xapaktep. Co
CTOPOHBI 0eJoi KpPOBM B CBSI3M C KPOBOTEUEHHUSIMU  HaOJIIOMAeTCS
HEUTPOPUIBHBIN  JIEWKOIUTO3.  TpoMOOIMTONEHUS  -TTATOrHOMOHHYHBIM
cuMIToM 0osie3Hd. MopdhoIOornyeck TUTACTUHKU XapaKTEePU3YIOTCS OOJBIION
BEJIMYMHOMN, aTUNIMYHOH (opMoH, Oazoduiauelt IUTOIIAa3Mbl, CKYJIHOCTBIO
cnenupuIecKoi 3epHUCTOCTH, CHUKEHUEM KOJIMYECTBA TTTUKOTEHA.

DNEKTPOHHO-MUKPOCKOITUYECKUE UCCIICIOBAHMUS OOHapy>KUBAIOT
3HAYUTEIBHOE YHWCIO JEeTeHEepPaTHUBHBIX (OpPM, OTCYTCTBHE CIIOCOOHOCTH K
oOpa3oBanuio mceBaonoAuii. IlosBisieTcss MHOTO THraHTCKHX IIJTACTHHOK, B
KOTOPBIX PE3KO YBEIMUYUBACTCS YUCIO PHOOCOM, UTO yKa3bIBa€T HA yCHUIICHWE
cuHTe3a Oenka. M3MeHEeHHsI B KOCTHOM MO3Te KacaloTCs MErakapuOIMTapHOTO
anmapara. Konu4yecTBo MmociieTHUX YBEIUMYUBACTCA 32 CUET MOJIOABIX (OpM, HE
OTIIHYPOBBIBAIOIINX KPOBSIHBIX IJIACTHHOK.

CrnenmnduieckuMu HW3MEHEHUSIMU B  CBEPTHIBAIOIIEH CHUCTEME KpPOBH
SABJISIIOTCSL PE3KOE HApYIIEHUE PETPAKIMU KPOBSHOIO CTyCTKa, YAJIMHEHUE
BpeMeHHM KpoBoTeueHus. CHUMOTOM NIUIKA PE3KO IOJIOKUTEIbHBIN, BpeMs
CBEpPThIBAaHMUSI  KPOBHM  HOPMAJIbHO  WJIM  HECKOJIBKO  3aMEJJIEHHO.
Tpomboamactorpamma (TOT') B mepros o6ocTpeHus: 00Ie3HHU JaeT 3aMeJICHHE
BpEMEHHU peTpakiuu (T) U 00pa3oBaHUs CrycTKa. Takke 0TMEYaeTCsl CHIKCHUE
TOJICPAHTHOCTH IUIa3Mbl K TEMNAapUHY Jla)ke MpU HOPMAIbHOM 4YHUCIE
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TpOMOOIIUTOB, B MEPUOJ KpH3a -3aMEIJICHUE MCIOJIb30BAHMS MPOTPOMOMHA B
MpollecCe CBEPThIBAaHUS KPOBHM, HapylleHHe oOpa3oBaHUsA HHAOTEHHOIO
TpoMOoIUIacTUHA, 3aBUcsuiee oT Aepuuurta akropa |l mmactuHok, MHOrAA
CHWKEeHHEe  ypoBHS  ¢uOpMHOreHa W TOpU  OTOM  TIOBBIIICHUE
(bUOPITHOIUTUYECKON aKTUBHOCTH KPOBH.

[Ipu HeummyHHOU ¢dopme 3a001eBaHUE HAUMHAETCS CIOHTaHHO 0€3 BUIMMOM
MPUYMHBI U UMEET JIUTENbHOE, pelUAuBUpYyIollee TeueHue. Yacto mpu 3Toi
dbopme 3abosieBaHUE pa3BUBACTCS MOCTENEHHO. M3MeHeHus1 kanuuisipoB Oosiee
3HAYUTENbHBI, @ YBEJIMYEHHE HUX PE3UCTEHTHOCTH M YKOPOUYEHHE BpPEMEHU
KPOBOTEUEHHUS HE UIET NapalijieIbHO HapacTaHUIO YUClia TPOMOOIIUTOB, KaK MpU
ayTOUMMYHHOU QopMe 3a00s1eBaHus.

[laTorene3 okxoH4aTenbHO He packpblT. C OJIHON CTOPOHBI, OYEBHJIHO
y4yacTUE CEeJIe3eHKH, KOTOpas IMOAABISET CO3pEBaHUE MEraKkapuoOIlUTOB
NOCPEJICTBOM TrymMopaibHOro ¢akropa. C Apyroil CTOpOHBI, YMEHBIIEH CpPOK
KU3HU TPOMOOILIUTOB B Mepu(pepruuecKoil KpOBU U TTOBBIIICHO UX pa3pylIeHUE B
BUCLIEpAIbHBIX oOpraHax. B HacTosimiee Bpems JOKa3aHO CYIIECTBOBAaHHE
UMMYHHOU (OpMbl 3a00JIEBaHMS ¢ HAIMYHUEM aHTUTPOMOOLMTAPHBIX aHTHUTE,
3HAUUTEIbHAs YacTh KOTOPBIX oOpasyercs B cene3eHke. OHU BBI3BIBAIOT
YCWJIEHHOE pa3pyllieHue TpPOMOOUMTOB Ha mnepudepun H, MO-BUAMUMOMY,
MOBPEXKIAIOT U MErakapuoIMThl. PaznuyaroT aHTUTpOMOOLIMTApHBIE aHTUTENA,
OTHOCSIIIMECS K TpPOMOOArraloTUHUHaM W Tpombonu3uHaMm. Cene3eHka,
COTJJACHO MMMYHHOW TEOpHUHU, BO-NEPBBIX, YYACTBYET B CHUHTE3€ AHTUTEI;, BO-
BTOPBIX, SIBJISIETCS] OPTaHOM Pa3pyIICHHs] CEHCUOMIN3UPOBAHHBIX TPOMOOIIUTOB,
U B-TPETbUX, HE UCKIKYEHO €€ BTOPUYHOE Y4YacTHUE€ B HapYLICHUH
KOCTHOMO3TOBOT'O KPOBETBOPEHUS.

[Iporno3 nnst xu3HU yamie OjaronpusaTHbIN. TpyaocnocoOHOCTH OOJIBHBIX
NOHWXeHa. JleTalbHBIA HCXOJ MOXET HACTyNUTh OT KpPOBOW3JIMSHUNA B
KU3HEHHO BakKHbIe opraHbl (Mo3r). C rogaMu HakKJIOHHOCTh K KPOBOTCUCHHIO
YMEHBILIAETCS.

IIpyn KpOBOTEUEHHMSIX MOKa3aH BECh KOMILIEKC MEPOIPUATUN JJIsI OCTAHOBKH
KPOBOTEUECHUI: XJIOPUCTHIM Kanbluid, BuTamunbl C, P, K, pyTuH, nepenuBanus
KpOBH W TPOMOOLIMTHOM MAaCChl, JTCHJIOH aMHUHOKAIPOHOBOW KHCIOTHL. B
KaueCTBE  MECTHBIX  KPOBOOCTAHABIMBAIOLIMX  CPEICTB  IPUMEHSIOT
reMOCTATUYECKYIO0 TYOKY MJIM TPOMOWH B (DM3UOJIOTMYECKOM PAacTBOpPE B BHJIEC
TAMIIOHOB. BHYTpUMBIIIEYHO WM MOAKOXKHO (peXke BHYTPUBEHHO) BBOJIST
cepotoHuH 10 5-10 mr B 10 M cTepuiibHOTO (hr3noI0orHdIecKoro pacteopa. [lpu
UMMYHHOW (opMe MIUPOKO TIOKA3aHO MPUMEHEHUE KOPTUKOCTEPOUTHBIX
TOPMOHOB, IMMYHOJIETIPECCAHTHBIX CpeAcTB (MMypaH u ap.). [Ipu xponndeckoi
HEMMMYHHOUW (popmMe ropMoHanbHasi Tepamus JaeT JUIIhL BPEMEHHBIN 3(PdeKT,
MOATOMY, KaK MpPaBUJIO, PEKOMEHIYETCSl CIUICHIKTOMUS, KOTOpas HaeT OTYeT-
JUBOE  KJIMHUKO-TeMaroyliornyeckoe  ymayumenue.  Jns  OGopsObl ¢
TPOMOOIIMTOTICHHEW  MPUMEHSAIOT  mpemapar  audanuin  (IMeHTPaTbHBINA
XOJTUHOJIUTHK), KOTOPBIA BIUSET HAa TPOMOOITMTONOA3 uepe3 TunodH3apHO-
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aJPEHAJIOBYIO CUCTEMY U HE OKa3bIBAET CYLIECTBEHHOT'O BIUSHUSA HA JEHKOLUTHI
U DPUTPOIIHTEHI.

Xors nepBoe onucanue 3adoneBanus Bpauom Werlhof otHocurest k 1735 1.,
KaK CaMOCTOSTEIbHAsl HO30JIOTUYECKAas €IMHUIA OHO BbIAEIEHO B KOHLE XIX B.
HacnencrBennsiii ¢akTop He J0Ka3aH, XOTs npumepHo B 15-20% cnydaes
yllaeTcs yCTaHOBHUTH CEMEWHBbIM XapakTep 3a0osieBanusd. B nHabmonenusx Atta
(1965) TpoMOoMTONIEHUYECKasE MypIlypa Cpeld pOJACTBEHHHKOB MepeaaBaiach
M0 PEIeCCUBHOMY TUIy M ObUTa cBs3aHa ¢ X-xpomocomoit. Bithell (1965),
CYMMUPYsl HaONIoAeHUs 4 TeHepaluid B OJHOW CeMbe, MPUIIeN K BBIBOAY 00
ayTOCOMHO-JOMUHAHTHOU nepeaye 00e3Hu.

3a0oneBaHue BCTpedaeTcs dyamle y JKeHIIUMH. MMmeroTcss cBefeHust o
HECTAaOMJILHOCTH KapUOTHUIIA.

TpomOonuTOoNneHUYecKasi Myprnypa B CBSI3M ¢ BPOXKIEHHOI HeI0CTATOY-
HOCTHI) MErakapuouuToB (FHMO- W aMEraKkapuolUTo3, BPOXKIEHHAs
aMeraka-puouuTapHasi TpoMOouuToneHus). ['eMopparmueckuii CUHIPOM
BRISABISETCS B BUAc AUG(OY3HOH TeMOpparMueckold ChIMK Ha  KOXKeE,
KPOBOM3JIMSIHUI B CJU3HUCTHIC 000JIOYKU M BHYTPCHHHE OpraHbl, KPOBaBOW PBO-
Tel U rematypuu. Cesne3eHKa yBelIMuY€Ha HE Bcerja. 3aboJjieBaHHE MPOTEKaeT
TSDKENI0O W OOBIYHO 3aKaHYMBAETCS CMEPTHIO B PE3yNbTaTe KPOBOU3IUSHUS B
mo3r. Hepenko mnpucoenuHSIOTCS pa3iuuHble WHGEKIMOHHbIE 3a00seBaHus,
YTSDKEISIONE COCTOSTHUE OONbHBIX. YacTo COMyTCTBYIOT pa3iMyHbIe MOPOKHU
pa3BUTHs (OTCYTCTBUE JIY4eBOM KOCTH, MOPOKH CEpJlla, aHOMAaJUU TOYEeK H
MOJIOBBIX OPraHOB) FeMOJIUTHYECKasi MUKpOCchepoluTapHasi aHEeMUS.

[laTorene3s HeusBecteH. llepenuBaHue KpOBHU, KOPTUKOCTEPOUABI U
CIUIEHIKTOMHUS He3(pheKTUBHBI. THUIT HACIEI0BaHUS HE YCTAaHOBIICH.

3aboneBanue onrcano Emery u np. B 1957 1.

®aktopa | HacjeACTBeHHasi HEJOCTATOYHOCTH (apuOpUHOreHeMMUSs,
¢puépuHoreHonenus). I'eMopparueckuii auare3, BO3HHMKAIOIIMA B CBSA3H C
Hapymennem III ¢da3a cBepTeiBaHMS KpOBH, TO ecTh ¢a3sl 0Opa3oBaHUs
¢bubpuna. XapakTepHOU 1Ji1 apUOPUIOTCHEMUYECKUX KPOBOTCUCHUN SIBIISETCS
CBsI3b C TPaBMOW. Y’Ke B MEpBbIE THU IMOCIE POXKICHHUS MOTYT HaOII0IaThCs
NyNMOYHbIE KPOBOTEYEHHUS, a Y MaJIbYUKOB -KPOBOTEUEHHUS B CBSI3U C
puTyanbHbIM oOpe3anueM. [lepBbiMu mposiBieHUsIMH apUOPHHOTEHEMHH MOTYT
OBITH KPOBOTEUEHHMSI TIOCIIC T'0J1a KU3HM (TTOCTe HaJyalla XOXKIEHHUA): Y peOeHKa
MOSIBJISIIOTCS DKXUMO3bI, TEMAaTOMBI, PEKE -TeMapTPO3bl, MPEUMYIIECTBEHHO Ha
HUKHUX KOHEYHOCTSAX. Y JE€BOYEK B CiIydae JTOCTHDKCHHS IOJIOBOW 3pENOCTH
BO3HUKAIOT MEHO- ¥ MeTpopparuu OnacHbie KPOBOTEUEHHUSI MOTYT BOZHUKHYTH B
epuoa  CMeHbI 3y0oB. B TedueHum Ooje3HM HAOMIOAIOTCS — ITEPUOIBI
OTHOCUTEIHHOTO KJIMHUYECKOTO OJIaromoayuus Jaxe NpH HU3KOM YpOBHE
¢ubpuHOTECHA.

HacnencrBennass aduOpuHOTEHEMHUS COYETAaHWH THUIOMPOTPOMOUHEMUEH.
pa3IUYalOT  BPOXKIEHHYIO  aduOpuHOTreHeMHio, (UOPUHOTCHOIICHUIO |
npuoOpeTeHHYI0 (pruOpruHOTEHONIEHNIO (TIPU MOPAKEHUSIX TEUYEHW M KOCTHOTO
Mosra). Ilatorene3 BpoxaeHHONW aQUOPUHOTEHEMHUHU, HEU3BECTEH. ITO
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3aboneBaHue BcTpevyaeTcs o4eHb peako. Jlo 1970 roga B MUpPOBOM JuTEpaType
onucano 33 cnyuas (M.A. Kaccupckuii u I'. A. Anekcee, 1970). PabGotsl
OTEUECTBEHHBIX aBTOPOB, TOCBAIICHHBIX a(UOPUHOTEHEMUHU, OTCYCTBYIOT
(A.M. Abesrays 1963)

[To nanubiM HekoTOphIX aBTOpoB (Lawson, 1953 u a-p.), B miectu ciaydasx
poautenu OONbHBIX ¢ aduOpUHOTEHEMHUEH ObUIM B  POJCTBEHHOM Opake,
mpeyeM B TpPeX clydasx ypoBeHb (UOpHUHOreHa y KIMHUYECKU 3I0POBBIX
ponureneil ObUTh UCKIIOYUTENBHO HHU3KUM OINKCAHO Takke auOpuHOTreHEeMUs
y POACTBEHHBIX MEXKIY COOOH JIHII.

Bpoxnennyo apuOprHOreHeMUI0 MOXKHO CUUTATh 00JI€3HBIO, 00YCIOBICHHYIO
OTCYTCTBHEM WJIM HEMPaBWIBHOCTIO TE€HOB, KOTOpbIE JACTEPMUHUPYIOT
OouocuHTe3 PUOpUHOTEHA

CymecTByeT B3TJIAJ, COTJIACHO KOTOPOMY aOCOIIOTHOE OTCYTCTBHUE
¢bubpuHOTreHa CBUJIUTEIIbCTBYET 0 TOMO3UTOTHOM COCTOSIHUH,
(UOPUHOTCHOINCHUS SBISCTCS TPOSBJICHUEM TI'e€TEPO3UTOTHOrO coctosinus (B.
JlokoBny u W.Kpxumuncka-JloBkoBuul964). BHu3y mnpuBOIMM HalIH
HaOJTIOIEHUE

bonbHoit Manpunk H-B A, 8 5eT, NpaBWIBLHOIO TEJIOCIOACHUS,
yIOBJICTBOPUTENIbHOE TUTaHus.Ha  KOXe JIOKTeBBIX  CTrMOOB TMOJKOJHBIC
KPOBOMBIIUSIHUE B BUJE OKXUMO3bl. KOCTHO-CycTaBHas cucrema 0e3
nepopmaru (cM poro 9 OGonbHOro). Co CTOPOHBI BHYTPEHHBIX OPIraHOB
NaTOJIOTUYECKUX HM3MEHEHHU He OOHapyX eHO, OOJIeH CO JHS POXKJICHHS.
3a0oseBaHne HAYaJIOCh HA 2-M JHE POXKACHHS C KPOBOTEYECHUEM U3 MYNOBUHBI
KyJIbTOB, KOTOpast AJuiIach 6 qHEH.

be3 Bcskoil BUAMMOW TPUYUHBI KPOBOTEUEHHUS BO300OHOBISJIOCH U3
TOJIOBKH IOJIOBOT'O YJI€Ha M MPOAOIKAIOCH B TeUeHU 3-X MecsleB. B Bo3pacte 2
JIET UMEJH HOCOBOE KPOBOTEUYEHHE, B PE3yJIbTaTe HE3HAYUTENbHbIE TpaBMbl. B
3-x Jset, mocie ymmuba TEeMEHHOW o0iacTd, remMaTromMa OOJBIIMX pPa3MEpoB,
KOTOpasi paccocanochenycts 2 mecsinia. B Bozpacte 3,5 et mocie onepanuu 1mno
noBoy ¢uM03a, BHOBb HMEJIO MECTO KpOBOTE€UeHHE Oojiee 2-X HeNemb, MO
MOBOJTYy KOTOpPOTO OOJBHOM Jeuwmiics cranuoHapHo. KpoBoTeuenwe ymanoch
OCTAHOBUTH IOCJIE MPIKUTAHUS COCYIOB B ONIEPAIIMOHHON paHe U MepeIuBaHUs
kpoBu. [locne BeIMUCKN U3 cTalliOHapa OOJBbHON HAXOAWIICA MO HaOII0IeHuEM
JETCKUX TOJUKIMHUK C JUArHO30M TeMO(MWIWS TOJydal COOTBETCTBYIOIIHE
JIeYEHHUE.

B ampene 1969 roma, B pe3yipTare 4yero O4YE€Hb HE3HAYUTEIBHOTO
MMOBEPXHOCTHOT'O MOpe3a KOXKHU 1-ro ero manblia J€BOW PYKH, BHOBb BO3HHUKIIO
KpPOBOTEYHHE, KOTOpOE TPOJ0JDKAIOCh Oojiee Heaenu.bonmpHOW ObUT B
TOCTIMTAIM3UPOBAH B JIeTCKasl KiMHUYecKas 0oapHuIyAI' MU, tne Haxommics
Ha cranroHapHoM oOciemoBanuu 28 / IV 69-m0, 16 / V-1969 OOmuii aHanmms3
KPOBH GOJIBHOTO : 3puTpouuTs 3,810/ 11, remornoGusn 113 r / 11, uBeToBoil
unjaekc 0,8, JeHKOLUTHI 7,8x109/ 7, majoykasaepHbie 7%, CErMEHTOsAEepHbIE
67%, mamdoruter 23%, morouTel 3%, COE 2 MM / 4.
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Jlist yTOUHEeHHsI 1MarHo3a ObUIO MPOBEACHO JBYXKPATHOW HCCIEAOBaHUE
CBEpTHIBAIOIIEN CHUCTEMBI KpOBU. BrTopoe wuccienoBaHue MpOU3BOINUIOCH
cinycTs 10 gHel nmocne JIeYeHnn reMOCTaTUYECKUMU IIpenaparamu. Pe3ynbraTsl
UCCJEIOBaHUS  CHCTeMbl Temocrta3a OosbHoro H-Ba A. u ero cembu
MpeCTaBIICHbI B TabauLE 5.

®oto 9. IIpobanna H-B A. «BpoxnenHol apuOpruHOreHeMHUE

3nech OTMedaeTcs Ype3MEpHOe YIIMHEHUE BpEeMEHM KpoBoTeueHus(48 u., 48
gacoB), pekanbimbukanuul miasmel (12 u 15 Mun), npoTpoMOUHOBOTO BpEMEHU
(10 m 10 MuH) W HU3Kasg CTeNeHb TpoMmMboTecTa KpoBoTeuenue (I | CT.),
oTcycTByeT (GUOpPHHOTEH TEpBBIM pa3 B TEYeHHE 3-X JHEH, npu 2-oM
MCCJIeIOBAaHUU B TeUEHUE 5-TU JHEHN HubOprHOreH He 0Opa3oBajcs.

[lo ckonmbKy cpemu WCCIEeNOBAaHHBIX HaMHM OOJBHBIX TeMo(duiuend HepemKo
BCTpEYANIUCh TMOBTOpHBIE oOpa3oHusi (uOpuHOreHa Ha 2-ble  CYTKH,
MCCJIeIOBaHUS BBEIIUCH MapaJlJIEbHO B 4-eX MPOOHpKaX, B TEUEHUE HECKOIBKUX
aHel. Y  OONbHOTO OOHApYXEHO OTCYCTBHE CBETHIBAHUS KpOBH. 1-0€
HCCIIEIOBAHUE CBEPTHIBAHUSA KPOBU IMPOJOJBKAIOCH B TEUEHUE 5-TH JIHEH, 2-0€
MPOBOJWIIOCH TApajUIeNIbHO B 4-eX MpoOupKax B TeueHue 2-X Hepaenb. KpoBb
MMOCTENEHHO YMEHBIIASICh B KOJMUYECTBE, T€MOJIU3UPOBAIac, HO CKIOHHOCTh K
CBEPTHIBAHUIO HE OTMEYANacCh.

KonnenTpamus YIII ¢akTopa okazamack HeCKoJbKO BoIry HOpMEI (170 u 170%).
AxtuBHOCTh V 1 VI hakTOopoB Haxoamiach B mpeaenax HopMel (71,4 u
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78,5%), uncio TpoMOOIIMTOB TaKKe BbIlIe HOpMaIbHBIX UGP (464,460)
[ToBeimienne koHMeHTpaHmuu Y1 Qakrtopa w TpPOMOOUUTOB, IMO-BUIUMOMY,
HOCSIT KOMIICHCATOPHBIN XapakTep.

IHoka3atenn koaryjaorpaMmmbl KpoBu 0osbHOro H-Ba A. 8 et

apuOprMHOreHeMHeH U YJIEHOB €ro CeMbH

TecTnl

BoabHoii
H-B A.

|
HUccaenoBanue

1
HccaenoBanune

Marsb
00JIbHOTO
H-Ba A.
42 ner

Oren
00JIbHOTO
H-BT.
48 ner

Crapumii
opar
00JILHOTO
H-B M.
9 Jjer

Crapias
cecTpa
00JIHOTO
H-Ba O.
11 ner

Maagmas
cecTpa
00JIHOTO
H-Ba M.
4 et

Bpewmst kpoBoTeueHHs!
(B cek)

48 u

48 4

Bpemsi cBépThIBaHus
KPOBH ( B MUH)

OrcycrBYyeT

6,30

7,50

7,40

Konnenrpauus
¢udpuHorena (B
Mr%)

OrcycTBYyeT

100

275

250

375

275

AKTHBHOCTb
NpOTPOMOMHOBOTO
BpeMeHH (B %)

10 m

10m

70,97

75,85

78,57

78,57

81,48

IToTpedsienue
nporpomouHa (B %)

Bpemst
pexkanbuMpUKANUH
m1a3MbI( B C€K)

12 mun

15 Mmun

ToaepanTHOCTH
N1a3Mbl K TeNapuHy
( B MUH)

48

42

TpomoborecT ( B
CTeneHusx)

Konunenrpauus Y1
daxropa (B %)

170

170

10

Konuenrpauusa Y
¢paxropa (B %)

71,43

11

Konuentpauusa YII
¢paxropa (B %)

12

Yucs10 TPOMOGOUUTOB
(B 1 MM3 B ThIC.)

464,4

VY matepu 00pHOTO UMeeT MecTo peskas pudbpunorenonenus (100mr/%) c
HE3HAYUTENbHOU runonporpomounemueii (70,97%) uto xapakTepHo s

KEHIIMH HocuTenel apubpunorenemun. Ilpu Takom aeduinrte CBEPTHIBAaHUE
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KpOBH OCTaéTcs HOpMaJIbHBIM.[IpOoTpOoOMHOBOE BpeMsl y OTIIBI HHUJE HOPMBI —
75,85%. ( B xoHTpOJIbHOM rpymme 91%).

VY 6G0JIBHOTO JIBaXK]Ibl UCCIEA0BAIOCH 00pa30BaHUE KPOBSIHOI'O TPOMOAIIaCTUHA
no burrc-/lyrnacy, B pe3ynbrate oOpa3a uAeHTUYHbl. OIUH W3 aHAIU30B
MPUBOJIUTCA B TaOIHIIE 5

N3 Tabauipl 6 BUJHO OTCYCTBUE HAPYLIEHUs FeHEpaMi TPOMOOIIIacCTHHA
[0 CPaBHEHUIO C JOHOpaM, 4YTO CBHJEJIbCTBYET 00 OTCYCTBUHM IIpoliecca
HapyuieHusi cBlpTbIBaHMs KpoBM B TnepBoil (aze- ¢daze oOpazoBaHus
KpPOBSIHOBOTO TPOMOOIIACTHHA.

JIOTIOMHUTENbHBIE HCCIEOBAaHUS TMOKa3ajlu, 4YTO MpH J00ailieHuu
TpOMOUWHA, CBEPTHIBAHME KPOBU U IUIa3Mbl TaKX e OTCYCTBOBAJO, T.e. PUOpUH
HeoOpa3oBajcsi, YTO YKa3blBa€T HA HapylleHue MepBoil (a3bl CBEPTHIBAHUS
KpoBH — (ha3bl 0Opa3oBaHus GUOPHUHA.

Tabnuua Ne 6
IlepexkpecTHBIN TECT reHepalMu TPOMOONIACTHHA
¢ KpoBb0 OoabHOro H-Ba A. mo burrc-/lyraacy

WNukybannoHHbIN Iepruos (B MUH)

HcneiTyemas cmech 1 3 5 7

Bpewms ceiBopTEIBaHUS cyOcTpaTa ( B CeK)

[Lmazma moHopa

100 25 13 13
ChIBOpOTKA JIOHOpA
[Tmazma 0oaBbHOTO 140 16 14 14
ChIBOpOTKa 00JIBHOTO
[Lmazma monopa 110 20 15 15
ChIBOpOTKa OO0JIBHOTO
[1mazma 6oaBbHOTO 210 30 20 15

ChIBOpOTKA JIOHOpA

[IpotpoMOuHEeBOE BpeMs Tmocie J00aBICHHUS JIKAIO€ CHIBOPOTKHU

cokpatuinoc 10 38cek. IIpotuB HOpmBI 22 c€K, 4YTO COOTBETCTBYET 55%
IPOTPOMOMHOBOM aKTMBHOCTH. Ha  gpyrodi  JeHb mocie  IepeMBaHUS
180 M cBexeidl KpoBM OOJIBHOTO TMOSBUICS (UOPHHOTEH B KOJUYECTBE
37,5%.
B pesynprate TpéxkpaTHOW TpoMOodmaTurpaduyecKoil 3amnrucyu HUTPATHOM
mia3Mbel  KpoBu  OonpHOro (ammapatom TPOMB-1) aTmeuanac — TOJIBKO
CIUIOITHAS JIMHUS, aMIUIUTyla KoJieOaHWW OTCYTCTBOBaJia B TeueHue 65
MUH TpPH CKOPOCTH JABWXKEHHS auarpamMmor  Oymarm 10 mMM/MHH, dYTO
YKa3bIBa€T HA OTCYCTBHE CKIOHHOCTH K oOpaszoBanuio (udpuHa. Bee Tpu
TpoMOO3IacTOrpaMMbl OOJTFHOT'O WISHTHYHBI, O1Ha U3 HUX (|) mpuBeneHa T puc.
9, Tabimma 7.
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Puc.9. TpombosnacTorpamMmsl 4ieHOB ceMbH OoibHOTO H-Ba A. 8 et
adubpuHOreHEMUEH.
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TABJIULIA 7
Iloxka3arean TpOMﬁoaﬂaCTOI‘paMMLI YJIeHOB céMbH 00JILHOI'0 H-Ba a. 8§ JieT.

[TAPAMETPBI TAT
YeHoBceMbH K
R t S T ma i
B BMM | BMM | BMM | BMM cl E
BMM |
bonsnoit H- o
s A AMITIUTY1a KOJICOaHHMIH OTCYTCTBOBAJIA
Martn
35 280 - 280 315 17 0.054 20.5
OOJILHOTO
Oren 35 | 29 | 233 | 262 | 207 | 51 | 08 | 1041
OOJILHOT'O
Crapmas
cecTpa 35 28 203 231 266 52 0.83 108.3
OOJILHOTO
Munanamiast
cecTpa 27 55 172 229 256 35 0.44 55.5
OOJILHOTO

Y wMarepu OOHapy>K€HO HE3HAUUTENbHOE Y/UIMHEHHUE BPEMEHHU peakiuu
(R=35mMm),pe3koe  yaIHMHEHHE BpeMEHH OOpa3oBaHHs CrycTka (¢GuOpuHa
(K=280mm),koHcTanThl  (T=315MM),pe3k0o€  YMEHIIEHHE  MAaKCUMaJbHOU
ammutyaa (MA=17mMm), unnekca koarynbsauuu(Ci=0,054) u smacTHYHOCTH
cryctka (E=20,5) 1o cpaBHEHHIO C KOHTPOJBHOMU rpynmnou , d4rto
XapakTepHo i (UOPUHOTEHONEHUH U COTJIACyeTCsl C KOaryJlorpaMMOM .
Kak y ortma, Tak My CECTpB OTMEYAETCS HE3HAUYMUTENIbHOE YIJIMHEHUE

napametpoB R, t, nu T. Kpome TOro, mMeer MecTO CYILIECTBEHHOE
YBEIIMYEHUE MaKCUMallbHOW ammuuTynsl - MA (51 u 52Mm) , wuHIekca
koarymsimun C | (0.8 u 0,83) w nsmactmunoctu cryctka - E (104 wu

108,3), cBUAETENBCTBYET O TOJHOIEHHOCTH ¢uOpuHOoreHa y HuX. Kak
BUJIHO POJIOCJIOBHOM, Cpeld MYXYMH W OJKEHIIMH B MPEAbIIYIIHX
MOKOJEHUSAX HU  OJMH  YEJIOBEK HE CTpajall KpPOBOTOYMBOCTHIO. B
YETBEPTOM TOKAJEHUH B CEMbE, COCTaBIIE B POJCTBEHHOM Opake, (Tporo
poaHoi OpaT W cecTtpa) U3 7 cUOCOB, B TOM YHCJE JBE JI€BOYKH U BSThH
MaJbuuKoB, Tpu Mambumka (Y —9, 10, 11) 3abonenn adubOpuHOTHEMUECH C
TUIIONPOTPOMOUHEMHUEH
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P1c.10. POJOCTIOBHAS CEMbH ITPOBAHJIA H-BA A., 8 JIET AOUBPUHOT EHMUMUEMN.

| -1 u 2, ymepau no crapoctu, II - I, 2, 3, 4 u ux cynpyru Takxe ymepiau 1o
crapoctu. IIl - 1, 3, 5, 6 u BeicoTOM 1y- 2, 3, BCE OHU yMEpJIU B paHHEM JIETCTBE,
OPUYMHY CMEpPTH HE YyJanoch ycraHoBuTh. Y - 10 m 11, oba ymepmu ot
KPOBOTEUEHUS U3 KYJbTU MTyNOBBIHA 4-11 I€Hb JKU3HH.

JIBoe u3 HUX ymepiu B HeoHaTansHOM niepuoe (V-10 u 11) u tpetbero (V-9)

HaXOAWJICS TIOJl HAalmKMM HaOmIoJeHHeM. 371eChb YeTKO 3aMeTHas poJiib
POJICTBEHHOT Opaka MEXIy pOAMTENSIMH B BO3HUKHOBEHUHU OOJE3HM, TaK Kak
3a00J71€BaeMOCTh cpelid OocTaIHMX 21 cubca YeTBEpPTOTO TMOKOJICHUS (JIeTeH
OpaTheB U cecTep poauTesield OOHBIX) OTCYTCTBYET.
[Tpu Bpox/IeHHBIX (GUOPUHOTEHPIIEBHSIX YPOBEHb (HUOpUHOTEHA KOJIeOIeTCs OT
15 no 60 mr% (REVOL, 1955), ¢ubpuHOreHOneH!sI KIMHUYECKH MPOTEKaeT
0e3 reMopparuyeckux nposBieHui. s HOpManabHOrO 0Opa30BaHEHs CTYCTKa
noctatouno 20-30 mr% ¢dubpunorena, a 60 mMr% BBITIOJIHE JTOCTATOYHO JIJIs
HopmanbHOro remoctasa (PINNIGER H. u coaBt.1946).

I'emopparuueckuii nuate3, oOyCIOBICHHBIN OeQUIMTOM MPOTPOMOWHA
(runmonpoTpoMOMHEMHUH), TOAPA3AELIACTCA HA MNEPBUYHO U BTOPUYHO
BPOXK/ICHHYI0 TUNONPOTPOMOMHEMUU B pe3yJbTaTe aBUTAMUHO3a K WJIHU
MOpa)KEHUs MEUYCHU. B onmrMcaHHOM HaMHM PEaKOe COueTaHWeM 3a00JIEBaHUU TI0
BCEl BEPOATHOCTH O0O0JIE3Hb IMEepeoBajlach 4epe3 MaTh — TIEeTePO3UTOTHYIO
HOCHUTEJBHUILY PELECCUBHOIO T€Ha, B MOJIb3y YEro CBUJETEIbCTBYET HU3Kas
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KOHLEHTpalus: (uOpUHOTreHa, TOrjaa Kakk oTua, y OpaTta u cectep OOJBHOIO
YpOBEHb (PUOPUHOTEH B HOPME.

[lo orHOUIEHHIO KOHIIGHTpAlMsl TpOTpOoMOMHA MpoOaHj oKazacs
reMO3UrOoThl, TOCKONbKY y matepu (70.97%), tak kxak y otua (75,85%)
O00MBHOTO  TPOTPOMOMHOBOE BpeMs HW)KE€ HOPMAIbHBIX TpaHUI], XOTS
OTKJIOHCHHE W HE3HAUUTEIHHOE.

Takum 00pa3oM, Ha OCHOBAaHUM BBIMIEU3TIOKEHHOTO MOYHO CYUTATh, YTO
OONBHOM  CTpazaeT peaKod HacieACTBEHHOM (OpMOH  reMopparuyeckoro
JMaTe3a—BPOKICHHON adubpuHOreHEMHUEH B COYECTaHUU
TUIONPOTPOMOMHEMUEH.

JlnarHo3 CTaBST HAa OCHOBAHWH TIOJHOW HECBEPTHIBAEMOCTH KPOBH Jake
nocjue A00aBieHUs TPOMOWHA WU TpOMOOIIacTHHA. bHoXumMmudeckne MeTo bl
MOKa3bIBAIOT JMOO TOJIHOE OTCYTCTBUE (PUOpHUHOreHa, JTUOO €ro HUYTOXKHbIC
ciensl. Ilpoune TecTel: Bpemsi MPOTPOMOMHOBOTO KOMIUIEKCA, MOTpeOIeHHE
NpoTpOMOMHA,  ATUTEIBHOCTh  KPOBOTEUEHHUS  -OOBIYHO  HOPMAJIBbHBI.
JUTMTETBHOCTh KPOBOTEUYECHHSI MOXKET OBITh yBelIHYEeHa Tpu Oosiee TIyOOKOM
paHEHHH W TIOBPEXKJICHWW OoJiee KPYIMHBIX COCYIOB. B ciydae, ecinm KpoBb B
KOHIIE KOHIIOB CBEPTHIBAaETCS (UTO OTMEYaeTcs npu (GUOPUHOTEHOTICHHUH), TO B
cuiny OemHocTH ee (UOPUHOM DPUTPOIUTHI, HE IOMABIIME B CTYCTOK (Tak
HaszbiBaeMas Il ¢pakuus kpoBu mno Jlanununy), OBICTPO OCENaOT HA JHE
IpPOOUPKH.

Heckonpko  WHOE  MATOJNOTUYECKOE  SIBJICHHE,  COMPOBOXKAAIOIIEECs
KPOBOTOYMBOCTBHIO, OTMEUEHO Yy OOJbHBIX, KPOBb KOTOPBIX COJEPKUT
¢ubpuHOreH ¢ MoOJIeKyJIsIpHBIMU Jedextamu. B Hacrosimiee Bpems yaaioch
YCTAaHOBUTH 1O 18 TEeHETHYECKUX BApPUAHTOB MOJIEKYJISIPHON CTPYKTYpPHI
¢ubpuHoreHa y uyesjoBeka (Tak Has3biBaeMble (uOpuHOreHsl bantumop,
Knusnenn, Jdetpoiit, opux, berecna, [lapux u ap.).

JledeHue: KpPOBOTOUYMBOCTh BPEMEHHO YCTPAHSIETCS MHPY3UEH TOCTATOYHOTO
KonudecTBa ¢uoOpuHoreHa. I[lpm »Tom QuOpHHOIUTHUECKAs CHUCTEMa, Kak
NIPaBWJIO, COXPAHIET CBOIO HOpMalbHYIO (pyHKIMio. HazHauaroT mepenuBaHus
OONBIIMX KOJIMYECTB CBEXKEW KpPOBU WM BBEJECHHWE B BEHY YHCTOIO
¢ubpunorena. C 1enpi0 NpoUIAKTUKH KPOBOTEUEHUN HEKOTOPHIE aBTOPHI
PEKOMEHIYIOT BBOAUTH TNEPUOAUYECKH (HUOPUHOTEH B  MHHHMAJIBHBIX
KonudecTBax (10 20 MT) mpu CHUXKEHUU coiepkaHus GudpuHorena nimwke 150
Mr%. CienyeT MOMHUTH O BO3MOKHOCTH Pa3BUTUSI aHA()UIAKTUUECKOTO IIOKa B
CBSI3M C TIOBTOPHBIMU BIMBAHHUAMU (HUOPUHOTEHA.

[IporHo3 BechMa cepbe3eH. bBONBIIMHCTBO OOJBHBIX paHee IOrudaId B
nerctBe. B Hacrosiiee BpeMs B CBA3M C IPUMEHEHHEM OoJjiee aKTHUBHBIX
METOJIOB T€MOTEpaN BbKHBAEMOCTh OOJNBHBIX Bo3pocia. M3BecTHbI O0NbHEIE,
JIOCTUTIIME B3POCIOTO COCTOSIHHMSI, KOT/Ia MpPOSBIEHUS KPOBOTOUMBOCTH
CMSITYAIOTCSI.

BpoxneHnas HegocTtaTOYHOCTh (QUOpUHOreHa BIepBbIe omucaHa Rabc
Solomon B 1920 r. BpoxmanHas moyibHasi OTCYTCTBAIH (PHOpPHUHOTEHA B KPOBH
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(adubpunorenumus B nepsbl onucana CamueBsiM K.K. ¢ coaBt 1972 r. cpenu
HaceneHust pecnyOnuku Cpegnuit A3uu.)

BapuabenbHocTh B cojepkanuu (pruOpuHOTreHa B KpOBU OOJIBHBIX O0YCIIOB-
JIeHa HENOJHBIM JOMHUHUPOBAHMEM HoOpManbHOro reHa. Ilo-Buaumomy, y
TOMO3HMIOT MO 3TOMY IMPHU3HAKY HaOogaeTcss 0ojee pe3Kuil HeTOCTaTOK HIIM
OTCYTCTBUE B KpOBU (PUOpUMHOTEHA, B TO BpeMs KaK y reTepo3uror OMOCUHTE3
¢ubpuHOreHa B TOM MM UHOW MEPE MOKET OCYILIECTBISATHCA.

dakropa 11 HacJIeACTBEHHAasA HEeJ0CTATOYHOCTH (rumomnpo-
TpoMOuHeMHus). [ UIONPOTPOMOMHEMUSI MOKET MPOSBIATHCS KPOBOTEUEHHEM
U3 IYNIOYHOM PaHbl Y HOBOPOKICHHBIX, & TAKKE KPOBOTEUEHUSIMU U3 CIU3UCTOU
000JIOYKH HOCA, MOJIOCTH PTa, KEIyJA0YHO-KUIIEUYHOro Tpakrta. OTmedarorcs
KPOBOM3JIMSHUS TMOJ, KOXY W B MBI W T1OCie yaaleHus 3yoa,
OCTaHaBJIMBa€Mble TMOBTOPHBIMU TMepenuBaHUSIMU KpoBH. ClenyeT OTMETUTb
JUIUTETBHOCTh KPOBOTEUEHUU, KOTOPbIE MOTYT MPOJOJIKATHCS OT HECKOJIbKHX
gacoB 710 10-15 nuei. ['pO3HBIM OCHOXHEHUEM SBISIETCS KPOBOU3IUSHUE B
mo3r. KonnuectBo TpoMOOLMTOB B Mpenesax HOPMbI MM CJEerka CHHUXKEHO,
BpeMsl CBEpPTHIBAEMOCTH, MNPOTPOMOMHOBOE BpEeMsi U BpPEMsi KPOBOTECUEHUS
YBEJIMYECHBI.

JlnarHos cTaBUTCS Ha OCHOBaHMM HCIOJIb30BAHUA OMOXMMHUYECKOTO WIIU
ANEKTPO(HOPETUUECKOTO METOJIOB OINpPEACIICHUS] YPOBHS MPOTPOMOUHA B KPOBH.
[Ipu omnpeneneHuu nPOTPOMOMHA HSTUMH METOJaMH OBUIO TOKa3aHO, YTO
MOBBIIIEHHAs KPOBOTOUMBOCTH OTMEUAETCS, €CJIIM YPOBEHb IMPOTPOMOMHA B
KpoBu He mpeBbimaer 5-10% (mpu cpegneit Hopme 80-115%). KpoBoreuenus
CpelHeW CTEeNeHU PErucTpUpOBAIUCH Yy OOJBHBIX C YPOBHEM COJEpKaHUS
nporpoMOuHa B kpoBu B mpenenax 10-20% (romosurotsl). Y OOJBHBIX
reTepo3UroT CojiepkaHue MPOTpoMOUHa BapbUpyeT oT 45 no 75%, HO y HacTu
JIUI] HaOJIIOAI0TCA YacThle HOCOBBIE KPOBOTEUEHHSI U OOMIIbHBIE KPOBOTECUECHHS
nocie ynaneHus 3y00oB. AHAJIN3 3TOrO SIBJICHUS MOKA3bIBACT, YTO B OPTaHU3ME
TUX OOJIbHBIX MPHUCYTCTBYET MPOTPOMOMH C AHOMAIBHONH MOJIEKYJISPHON
CTPYKTYpPOH, Pe3KO OrpaHUYMBatoIel TpaHchopMaIio TpoTpoMOnHa.

JledeHue 3akiioyaeTCss B TMEPETUBAHUAX KPOBHU, BBEIACHUHU OUYMIICHHBIX
npenapaToB IpoTpoMOMHA W TpomOWHA. BBeneHue mporpoMOuHa OOIBHBIM
BBI3BIBAET OOpa30BaHME CHEUU(PUUECKUX AHTUTET [0 OTHOIICHHIO K
IPOTPOMOMHY, KOTOpBIE pEarupyroT TakKe ¢ TPOMOMHOM. AHTHUTENa MPOTHUB
npoTpoMOWHAa WHTHOUPYIOT TIpeBpalieHue NPOTpOMOMHA B TPOMOUH W
OJIOKUPYIOT CBEPTHIBAIOIIYI0O AKTUBHOCTh TpoMmOuHa. IlosToMy neuenue
reMoTpaHcy3usiMi U TpernapaTaMy MPOTPOMOUHA CIEAYyEeT MPOBOAUTH TOIBKO
IPU MACCUBHBIX KpPOBOTEUEHHMSX, YrpoXaromux Ku3HU. IIpu nerkux
KPOBOM3JIMSHUAX IIOKAa3aHO MECTHOE M  CHMIITOMaTHYECKOE  JIEUYECHHE
(tpombuHOBBIE TYOKH). UHbeknnu BuTamuna K HeaphekTuBHBI.

IIporHo3 OTHOCUTENBHO OJIArONPUATHBINA, HO OCJOXKHSAETCS IMPU MAaCCHUBHBIX
KPOBOTEUEHHUSAX.

Ileppoe  mocToBEpHOE  COOOIIEHME O  Clly4ae  HacJIeCTBEHHOMU
runonporpomouHemun npuHamiexkur Landwehr u gp. (1950). Quick u Hussey
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(1962) Bbimenuau Ba THIA HACIEACTBEHHOW rumnonpotpomOuHemus. [lepBbrit
TUI XapaKTEPHU3yeTCs HU3KUM COAEPKaHHEM MPOTPOMOMHA B KPOBU OOJIbHBIX.
CreneHb KpOBOTOUMBOCTU Y OOJBHBIX M3XOJUTCS B 3aBUCMMOCTH OT BapHallUH
YpPOBHA  KOHLEHTpauuu  nporpoMOuHa. Takas  rumonpoTpoMOMHEMUS
HacJeayeTcsl KaK peleCCUBHBIA MPU3HAKU CIIEJOBATENBHO TOJIBKO TOMO3HUIOTHI
CTpaJaloT KPOBOTOYMBOCTBIO, CBA3AHHOM C HEJOCTaTKOM OHMOCHHTE3a
nporpoMOuHa. BTopoii Tun runonpoTpoMOMHEMUN XapaKTEPU3yeTCs
HOPMAJIHBIM COJIEpKaHUEM B KPOBH IPOTPOMOUHA, HO B HEM OTCYTCTBYET WIIH
HaXOJUTCS  BHEJOCTATOYHOM  KOJMYECTBE  KAYECTBEHHO  MOJHOIECHHBIM
cnenuuyeckuid  O€NOK,  CHOCOOHBIM  aKTUBUPOBATHCA.  DTOT  THUI
HACJIEICTBEHHOTO  JepuuuTa, MO  YTBEPKIEHUIO  aBTOPOB,  SIBISAETCS
JIOMUHAHTHBIM.

dakTopa V HaCJIeICTBEHHAs HEeI0CTATOYHOCTh (rumo-
npoaknejnepuHemusi, naparemoduiausi). Ilo TedyeHwro  HamoMHHaeT
remouuio. IlposiBisiercs B paHHEM JETCKOM BO3pacTe, WHOTJAa BIEpPBbIE
BBISIBJISIETCS B MIPOLIECCE PUTYAIBHOTO 00pe3aHus; yaile 1e0I0TUPYET B BO3pacTe
3 J1IeT HOCOBBIMU UJIU MOYEYHBIMH KPOBOTEUECHUSIMH, SKXUMO3aMHU, TeMaTOMaMu
1ociie TPaBMBbI, TSKEJIBIMH KPOBOTEUEHUSIMU B CBSI3U C TOH3WIDKTOMMHEH,
JKCTpakuue 3y00B M T. M. Y J[EBYIIEK B MEpUOJ IOJOBOTO CO3pPEBaHUs
BO3HUKAIOT MEHOpparuu. B Goiiee nerkux ciydasx Mpu3HAKH KPOBOTOUMBOCTH
BIIEPBbIE BO3HUKAIOT B 3PEJIOM BO3pACTeE.

Jnarno3 mapareMouIMM CTaBsIT Ha OCHOBAaHWU COYETAHUS XapaKTEPHBIX
7a00paTOPHBIX TECTOB: PE3KO BBIPAKEHHOTO HAPYIIEHUS CBEPTHIBAEMOCTH
KPOBM U HAPYUIEHHOTO TOTpeOJIeHUs MpOTPOMOMHA TIPH  OTYETIHUBOM
yIJMHeHUM BpemeHn KBuka (kapauHajJibHOE OTIMYUE OT HCTHUHHOM
remouiun). [Ipu 3TOM KOarynsimoHHBIH AePeKT (B OTIUYHE OT ABYX APYTHX
dbopM aUCTIPOTPOMOUM -TUMIOTPOKOHBEPTUHEMUU U THUIOMPOTPOMOMHEMHUH )
KOPPUTHUPYETCS CEPHOKUCIBIM OapveM W JIUKYMapHHOBOM IUIa3MONM U HE
KOPPUTHUPYETCS CTapOi HOpMaJbHOM Mm1a3Moil. OcTalibHbIE TECTHI FEMOpparuye-
CKOro CcUHApoMa (JJIUTEIBHOCTh KPOBOTEYEHUS, KOJIMYECTBO KPOBSIHBIX
IUIACTUHOK, PETPAaKLMs CTYyCTKa, CAMIITOM IIHUIIKA U Ap.) HOPMaJIbHBI.

B nepuon KpoBOTEUEHHI JIEUEHHE THUIIOAKLEIEPUHEMUN 3aKIIOYAETCS BO
BBEJICHUH TIE€MOCTAaTHYECKUX [J03 CBEXEH JOHOPCKOM KpOBH (ILJIa3MBbl).
Koarynsumonnsiii nedext, BpI3BaHHBIN HETOCTATKOM (hakTopa V, ucrpasiseTcs
HEMEIJIEHHO Tocie reMoTpaHcy3ul NpUMEpHO Ha CyTKU. BHe kpoBoTeueHMit
reMOoTpaHc(y3un ¢ reMOCTaTHUECKON IEeNbI0 MOTYT OBITh IMOKa3aHbl B Mpel- U
IIOCJIEONIEPALIMOHHOM MEPUOJE, NIEPE] HACTYIUICHUEM MEHCTPYaLMi y KEHIIVH,
cTpanaromux MeHopparusimu. Butamun K Headdextusen. B cpegnem nepuon
Owonormyeckoro mosypacnaga ¢akropa V paseH 36 4. CoxpaHeHue
HOPMAaJILHOTO TeMOCTa3za y OOJbHBIX Mocie TpaHcdy3uu npenapara pakropa V
HaAOII0JaeTCsl 10 TeX MOp, MOKa €ro KOHIIEHTpAlMs B KPOBH HE CTAHET HIDKE
25% ot HopMmbl. CrieryeT yuuThIBaTh, UTO Ha Mepuoj noiypacnaga ¢akropa V
MOTYT OKa3bIBaTh BIHUSHHUE CIENU(PUUIECKHE MHTUOUTOPHI, TPUCYTCTBYIOIINE B
KPOBU HEKOTOPBIX OOJIbHBIX.
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3aboneBanue BrepBeie omnucaHo Owren B 1944 1. u Ha3BaHO
naparemodunueid. BcTpeuaercs y oaet obOoero mnojra U HE  Bceraa
COIMPOBOXK/Ia€TCA KPOBOTOUMBOCTHIO. Hacieayercss mo ayrocOMHO-PELIECCUBHOMY
TUIY. Y TOMO3UTOT, IPOSBISIOMINX TEHICHIIMIO K KPOBOTOUUBOCTH, COJEPKaAHUE
daktopa V B KpoBH He mpeBbimaeT 2% OT HOPMBI. ['€TeposuroTsl HE UMEIOT
KIIMHUYECKUX OTKJIOHEHUM OT HOpMBI M cojepkaHue ¢daktopa V 0OBIUHO
nocturaet 45-65% HOpPMBL.

dakrTopa Vil HACJIeACTBEHHAS HEJI0CTATOYHOCTh
(rHIONPOKOHBEPTUHEMHUS). 3a0oneBaHue  CBSI3aHO € JIEPUIUTOM
CBIBOPOTOYHOTO YCKOPHUTENS TMpeBpalieHuss MOpoTpoMOMHA B TPOMOWH U
XapaKTepu3yeTcsi HapylIeHUEeM CBEpThIBaHUS  KpoBWU. [IposiBiseTcs y
HOBOPOJXKJIEHHBIX KPOBOTEUEHMEM U3 TMyNo4yHOW paHku. Kpome Toro,
OTMEUAIOTCSI KPOBOTEUEHUS U3 CIM3UCTON OOO0JOYKM HOCa, MOJIOCTH PTa,
KEITYJTOUYHO-KUIIIEYHOTO TPAKTa, MOJAKOXKHBIE, BHYTPUCYCTaBHbIE U BHYTPHUMBI-
mieYHble KpoBoW3NUsHUA. OnucaHbl Ciydad KPOBOMBIUSHUS B  MO3T.
Bpoxnennass HemoctatroyHocTh ¢akropa VII MoxkeT SBUTbCS NPUUUHOM
aKyIIEPCKUX W THHEKOJIOTMYECKUX KPOBOTEUCHUH. ['OMO3UTOTHOE COCTOSHUE
KIIMHUYECKU TIPOSIBISETCS KaK TeMOpparudecKuil uare3 CpeaHed TAXKEeCTH,
HECMOTpsl Ha TOYTH ToyiHOe oTcyTcTBHe (akTopa VII (comepkanue B KpOBH
mernee 0,1% oT HOpMBI). Y TreTepo3UroTHBIX HOCUTENICH HET KIMHUYECKUX
NpOSIBJICHUN, HO OOHapy)XMBaeTCsi CHUXXEHHOe cozepkanue ¢akrtopa VII B
KpPOBH ,B cpellHEM 110 25-65% OT HOPMAJIBHOTO YPOBHSI.

_ Jleuenwue: mepenuBaHUsl CBEXel KPOBU U IJIa3Mbl (UJIM COOTBETCTBYIOIIUX
dbpakumii), Tak Kak mnepuoj Tmonypacrnana daktopa VII B opranusme He
npesbimaeT 300 MuH.

3aboneBanue omucano Alexander u nap. B 1951 r. Tun HaciemoBaHus
ayTOCOMHOPELECCUBHBIN.

I'emodpununa. Hawumbomee  pacmpocTpaHEHHBIH  THN  KOAaryJIOMaTHH.
XapakTepu3yeTcs CHOHTAHHBIMH M TIOCTTPAaBMAaTUYECKUMHU T€MOpPparusiMu,
JOKAJTU3YIOIIUMHUCS ~ Haumboysiee dYacTo B 00JacTH  OOJBIIMX  CYCTaBOB
KOHEYHOCTEH C MOCIEeAYIONIUM Pa3BUTHEM aHKUIIO30B U Ae(OpMallnii CyCTaBOB.
NHorma remopparuu BO3HUKAIOT B JKEIYJOYHO-KUILIEYHOM TPAKTE, MOYKaX,
HOCOBOU MOJIOCTH U APYTUX OPTraHax.

3a0oneBaHNEe MOXKET TMPOSBISATHCA Yy JETeH cpazy IOCie POXKICHHUS.
XapakTepaMy CUMIOTOMAaMH B 3TOT MEPHUOJ SIBISIOTCS KPOBOTEUEHUS U3 IyNKa,
Ha MECTE UHBEKIIHI, MOCIe MUKPOTPaBM.

3a0oneBaHue CBsI3aHO HapylieHHEM  O0pa3oBaHUS  TPOMOOIIACTHHA
KpPOBH JIETeH HACIIEJICTBEHHO OOYCIIOBJIEHHON aHOMAJIMK B CHUHTE3€ Pa3IMYHBIX
aHTUTeMO(HIBHBIX TJIOOMHOB. B 3aBucuMOCTH OT TOTrO, AeDUIIMT KaKOTO
dakTopa CBEpTHIBaHUS KPOBHM OTMEUYaeTCs y OONBHOrO, pas3auvarT 3 BHIA
remodmmn: pakropa VIII nacnencreennsiii nedunut (remodmmus A), pakropa
IX nmacnenctBennbiii negumut (remodunus B), dbakropa XI HacnencTBeHHBIN
nepunut (remodpmmus C) wu  dakropa XII wHaciaeacTBeHHBIA aedUIAT
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(remodunus JI). Knnaako-reHeTnueckue oCOOCHHOCTH OTAEIBHBIX (pOpM  MOJ
COOTBETCTBYIOLIMMH 3ar0JI0BKaMH.

I'emodunuto cnenyer nuddepeHunpoBaTh OT HAPYIICHUSI CBEPTHIBAEMOCTH,
O0OyCJIOBJIEHHOM MAaToJOrued TPOMOOLMTAPHOrO ammnapara, a Takke OT
reMOpparuyeckoro Juares3a, O0ycIOBIEHHOro AehuUUTOM (AKTOPOB BTOPOIl
(da3bl CBepThIBaHUS -IpPEBpAllleHUs NPOTpoMOMHA B TpomMOMH. JluarHos
reMoQuINM OCHOBBIBAETCS Ha XapaKTepHOM KapTUHE TeMOppParuuecKkoro
auaTte3a U, MpexAe BCEro, Ha TIEeMOCTa3HbIX MCCIECJOBAHUAX: YBEJIMYEHUE
BPEMEHHM CBEPTHIBAHUA U peKadbluuKanuu, nokazarens «r» Ha TOI,
CHI)KEHHE TOJEPAHTHOCTH IUIa3Mbl K FeNapvHy, YMEHBIIEHHE pacxojia IMpo-
TpOMOUHa. st YTOYHEHUS JuarHosa MIPUMEHSETCS
TpoMOormuiactuHorenepauonubiii - tect  (TI'T), ¢ momombIO  KOTOPOro
pasrpaHuuuBaroTcs TUMBI reModuinu. CaMbiM TOUHBIM ONPEACIICHUEM THUIA U
TSKECTH TeMO(DUIIUU SBIISIETCS KOJIMYECTBEHHOE HCCIIeJoBaHUE crieln(uuecKoit
akTuBHOCTH aHTUreMomiibHbIX To0yuHOB VI, X, XI dakropos.

[Iporno3 3aboneBaHuMs TpU CBOEBPEMEHHOM JICYEHHMHM T€MOpparuu
OmaronpusiTHbId. [lpuHnUn sedeHuss TeMOGUIUU COCTOMT B TOM, 4YTOOBI
NOBBICUT W COXpPaHUTh HA  ONpENEIEHHOM  YPOBHE  COJEp)KaHUe
aHTUTeMO(DUIIbHBIX TJIOOYJIMHOB: MPHU CIOHTaHHBIX remopparusx -20%, mpu
3HAYMTENIPHOM TreMaroMe Win OJKcTpakiuuu 3yda -20-40%, npu TKEIbIX
KPOBOMBIIUSIHUSAX M XUpypruueckux BmemarenbcTBax-100-150% axTtuBHOCTH
COOTBETCTBYIOIIIETO HEJOCTAIONIETO aHTUremModuibHoro rtinodynuHa. Ilpu
TpaHC()Y3MOHHOW Teparmuu HEOOXOJUMO CTPOro coOJIroaaTh OamaHCc (akTOpOB
VIII u IX, umes B Bumy, uto nepuoj noaypacmnana gakropa VIII cocrarmser 10-
12 4, dakropa [X-18-36 u. KommuecTBO mepeanBaeMoro KpHOMPEIUIUTATA
aHTUTeMO(DUIILHOTO TJIOOYJTWHA OMPENesieTCs] HECKOJIbKUMHU KPUTEPUSIMH: )
YpOBHEM B KpOBU OOJBHOTO, HEOOXOAMMBIM Jisi co3laHus 3(PGEeKTUBHOTO
remocraza; 0) CKOpPOCTBIO BIIMBaHUS COOTBETCTBYIOIIETO TIperapara; B)
BpEeMEHEM noJiypacmana B KPOBU 00JIBHOTO;
') CTENICHBIO BOCCTAHOBIICHUS MEPEIUTOTO NeMUIIMTHOTO (paKkTopa B OpraHU3Me
narueHTa. OCOOEHHOCTH JICUEHUsI OTACIbHBIX (POpM TeMOoDHINU U3I0KEHBI B
COOTBETCTBYIOIIUX pa3/ieiax.

I'emodunus Bnepsbie onrcana apadckuM Bpadom Amsarapasu 1100 r.,
®doppaiicom B 1784 1. Ha cemeiinblii XapakTepe B MepBbIe yKa3ad apaOCKHii
Bpau u3 Kapaosel Amsa I'apassi B 1100 r, @opneiic B 1784 r. Hemenkuii Bpau
[Monneiin B 1820 T moapoOHO onucan u Ha3Bald reMoGuus.

®axkrtopa VIl naciaencrBennblii gepuuurt (remodpuausa A). Haubonee
4acTO BCTpEYAIOMIMICS THUN TeMo(uiauu, oOyCIOBIEHHBIN NeQUIMTOM aHTH-
remodmibHOTOo TiHoOymuHa (AT wmmm dakxrop VIII). B Hacrosmee Bpems
MPUHATO CUYUTATh, YTO y 3M0poBbIX jroAeil AI'T BcTpewaeTcss B AByX opmax:
HeakTuBHOU (mipodaktop VIII) m aktuBHON. OHUM HAXOASATCA B COCTOSIHUU
MOCTOSTHHOTO HECTaOWIbHOTO paBHOBecusa. [Ipm remodpunmmm A umeercs
HOpPMAaJbHOE KOJIHMYECTBO MpO(aKTOpa, HO €ro mnpeBpalleHue B aKTUBHBIN
¢daktop VIII uarubuposaxo.
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KnuHnyeckue mnposiBIeHHs M OOIIME NPUHIMIBI JIUEHUS CM. B pasjelie
I'emodunus. Jledenue remopuianu A B 3aBUCUMOCTH OT COCTOSIHUSI OOJBHOTO
MIPOBOJUTCS HECKOJNbKMMHM nyTaMH. CpeaHsss [103a CBeXeH KpOBU IS
B3pocioro coctaBusier 20-30 Mmu/kr Beca B jAeHb. [lpeamoururenbHee
NEepeJIMBAHUE CBEXKEH, CBEXKE3aMOPOKEHHON WIIM CBEKEIUOPUIU3UPOBAHHOM
mia3Mbl B npo3e 10-15 wmu/kr maccel B JeHb JHOO JIeUEHHE BBEACHHE
KOHLEHTpUpOBaHHbIX  mpenaparoB Al'T. OpHum U3 HUX  ABIAETCA
KpUONPEUUNUTAT, aKTUBHOCTh KoToporo 4-9 E AIT/mn (to ectb 400-900%
koHueHTpauu Al'T). Jleuenue kpuonpeuunuTaroM HaumHarot ¢ 7036l 1 E Ha 3-
6 Kr maccel ¢ uHTepBaiIoM 12 4 npu ckopoctu BBeaeHus 10-15 mu/mun. 3atem
no3a cHmwkaerca 10 1 E Ha 6-12 xr maccel. [IpuMeHstoT Takke TIIMIHUHOBYIO
¢paxkuuio AA. Hapsiny ¢ reMoCTaTUYECKMMU CPEACTBAMHU MPUMEHSIOT TaKkKe
aHTU(PUOPUHOIUTHYECKUE CpPEeICcTBa (AICUIOHAMUHOKAIIPOHOBAs KHUCIJIOTA),
[NIIOKOKOPTUKOMBI. B mpen- u  mocneonepalnMoHHbIE MEPUOABI IO
7a00paTOPHBIM KOHTPOJIEM BBOJSAT KOHLEHTpaThl C HHTEpBaioM 6-12 4,
AHTUOMOTUKH, TPEIHU30JOH, aHTU-QUOPUHOIUTUKH; MECTHO  -JaBSIIHE
NOBSI3KM € JKEJAaTUHOM, TPOMOMHOBBIMHM TIpemnaparamMu, (PUOPUHOTECHOM,
penTwiasoi u apyrue. B mocienHue rofpl MOSIBUIMCH HOBBIE MpenapaThl JUIs
remoduust A okranat VIlI-crabunuzupoBanusiii ulX-okraram (¢pakTophi.

Tun HaciienoBaHUs PEUECCUBHBIN, CIEIUIEHHBIN C X-XPOMOCOMOM.

daxkTopa |X HacaeacTBeHHbI Aepuuutr (remoduiaus B, KpUCTMAcCA
0oJie3Hb). Berpewaercs B 9-10 pa3 pexxe remodmmnu A. TspkecTh 3a001€BaHUS
OLIEHUBAETCSl CTENEHBIO CHIKEHUsl ypoBHs (paktopa IX B KpoBH. AKTUBHOCTB
(pakTopa MeHee 1% OT HOPMBI COOTBETCTBYET Tskeslol ¢opme OonesHu, 1 -
10% -cpemnetsikenoit, 10-25% -nerkoit, 25-30% -maTeHTHOM.

Knunnueckue nposiBnenus, 1ud@epeHnuanbHblii [uarno3 cM. I'emoduius.

Tabmumal.
Yacrora 3a060/1eBaeMOCTH reMo(puJineil B 3aBUCHMOCTH OT HAIIMOHAJIBLHOCTH
00JIbHBIX
3a6071€BaeMOCTh VY36eku Pycckue Kuprussl TaTapsl
Ha 100 000 2,23 2,1 1,5 1,47
HACEJICHUE

N3 Tabnuiel 8 BUIIHO, YTO CPAaBHUTEIHHO HEOOJBIIOE YBETUYCHUE YACTOTHI
3a00JI€BaEMOCTH OTMEYACTCSA CPEeAH MOMYJAnu y30eKoB (2,23), Mo CpaBHEHUIO
C JAPYTMMH DJTHHYECKHMMH TpynmnamMu HaceleHuss DepraHcKod TOJMHBI, YTO
CBSI3aHO C OOIIMM KOJIMYECTBOM HACENICHUS.

Knuanko nabopaTtopHbie nccneqoBaHus y O0IbHBIX TeMopuinen
HecMoTps Ha BpOXKIEHHOE OTCYTCTBUE WM JACPUIUT aHTUTEMODUIBLHBIX
rnoOynunoB (VIL, IX u Xl dakropo) y 6onbHbIX remoduiveii, 3a0oaeBanue
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JaJieKo He BCETJla MpOosBIIAET ceOsl cpasy ke MOocie POKICHUS WIH B TPYTHOM
BO3pacTe.

AbGesrays A.M. (1963) yka3piBaeT Ha OTHOCHTEIBHYIO PEAKYIO
YIPOXKAIOIMIMX KPOBOTEUEHHM Yy JeTeil, OOoJIbHbIX reMopuiaueil B TpPyIHOM
BO3pacTe, IOCKOJIbKY B MOJOKE Marepa COJEp)Karcs JoCTaToyHas KOH-
[EHTpAIUs aKTUBHOW TPOMOOKHWHA3bl M TOPMOHOB, KOTOpPHIE BO3MOXXHO H
KOPPUTHPYIOT Ne(heKT CBEPTHIBAHUS KPOBH.

JlaHHbIE O TIEPBUYHOM TMPOSBICHUH TeMO(DUINH B pa3IMYHbIC BO3PACTHBIC
NEePHUO/IbI MPEJCTaBICHbI B Tabnuie 8.

N3 Tabnuma 9 BuIHO, 4TO TEpBble MPOSBICHUS 3a00J€BaHUS Cpeau
OosbHBIX TeModuiueit B Bo3pacte 1o | rona cocrasmsitot 14 (32,6%); ot I g0 2
aet - 16 (37,2%); or 3 no 5 met - 9 (21%); ot 6 70 10 net - 2 (4,6%) u Il net u
crapie - 2 (4,6%) GonbHbIX. BABYX mocneanux rpymn OO0JbHBIX 3a00JIeBaHNE
NPOTEKAII0 B CKPBITOH (hopMe, W MPOSBICHHE- TeMO(DHIUU WUMEIO MECTO B
Bo3pacte 18 ner. [IposiBnenue 3aboseBaHust y OOCIEJOBAHHBIX HaAMH
00NBHBIX TeMO(MUIINEHB OCHOBHOM TaJaeT Ha TPYNIbI AeTeil B BO3pacTe 0
5 net: 39 GonbHbIX U3 43-X, uTto cocTaBiusieT 90,8%. 13 HUX B BO3pacTe A0
2-x aet cocrtapisger 30 (69,8%) OOAbHBIX, YTO COBIAJAaeT C HAYaJIOM
nepuoja XoIbObl JEeTe T CBsA3aHHBIE C HEW TpaBMATHU3MBI, Kak
crnocoOcTByIIel GakTop B MPOSBICHUHN TreMOPUITHH.

TaOnuma 9.
IlepBuuHbIe NpOsAiBJIeHUS 3a00eBaHus reMmopuianu B
Pa3JIUYHBIX BO3PACTHBIE MePUOABbI ( B A0COJITHBIX YHCJIAX)

Bo3pacTHbIe TpyHITBI
Tunsl OOmue
remo¢uinu Jo 1 Orl1mno2|0Or3nm05| Ot 6 1o 11 mer u | KOAMICCTBO
rojma JIET JIET 10 met cTapuie

Femopumns | =4 14 ? 1 1 33

A
I'emodunus

B 4 2 1 1 1 9
I'emodunus

C 1 - - 1

IIposiBnenune 3aboieBaHUSA C BO3PAcTOM YMEHBIIAETCs, TakK, B BO3POCTE 6
JeT u ctapiie 00IbHBIX cocTaBisieT 4 (8,6%), u3 HUX ¢ HanboJyee MO3JHUM
MPOSBJICHUEM TeMO(QHIMK B JABYX CIIy4asx B Bo3pacTe 18 jeT, y KOTOpBIX
3a00J€BaHME TIPOTEKANIO CKPBITO, YTO TOATBEPKAACTCA CICAYIOIIUMHU
naHHbIMU. TiIaTeNbHBIM ONMPOC OOJBHBIX IMOKAa3bIBAET, YTO Yy OJHOTO HU3
HuXx, 6onpHOTO O-B B,, 31 TON, IBIEHUS reMOpparuueckKux CUMITOMOB /10
18 nmetr He WMMEIM MECTO, Ja)Ke IOocJe HeOOJBbIIMX MOpPE30B, IMOITOMY
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remo(puiaus He OblIa CBOEBPEMEHHO JMAarHOCTHPOBaHA M OOJBHOM Mocie
MPOXOKAEHUS MEIULIMHCKON KOMHUCCHUU CO BCEMH CHELUAIUCTUU Bpadei
Ob11 3aunciieH B psabl CoBeTckoil Apmun. 3a00jeBaHUE NPOSIBUIOCH NOC-
ne © MecsleB BOCHHOW ClyXObl OypHBIM HadajaoM B BHUJAE MAacCCHUBHOTO
KPOBOM3IUSAHUSA B 000OMX KOJIEHHBIX CycTaBax, U 00JIbHOW ObLI 1eMOO Miu-
30BaH u3 psgoB CoBeTckoid Apmuu ¢ nuaraio3om remopunuu. C Tex mop y
HETo  o0ocTpeHus TreMOoPUIMM  YYacTUIHUCh U  COMPOBOXIAIHCH
MOBTOPHUMH KPOBOU3JIUSIHUAMHU B KPYITHBIX CyCTaBaX BEPXHUX M HUKHUX
KOoHeuHocTei. B pe3ynbrate 4YacThix OOOCTPEHHHI M MHOTOKPATHBIX
KPOBOM3JIUSHUA Y OOJNBHOTO HAacTynuia aedopManus M MOJHBIA aHKHUIO3
MpPaBOro KOJEHHOTO, JIOKTEBOrO U IJIEUYEBBIX CYCTaBOB C MOCIEAYIOIIEH
atpodueit M (cm ¢oto OonpHOoro O-B B). Crapumii Opar OorBHOIO ymep B
Bogpacte 10 JieT oT KpoBOTEUEHVS B OOJIACTH TIGPEHOCHLTBI B PE3yJTBTaTe HEOOTHITION TPABMBI - YIIAT HA
TBO3/Ib, @ MM Opar yMep B Bo3pacTe 12 JieT OT KMITIEYHOTO  KPOBOTEUEHYS, [l OQIBHOTO T10
MaTEPU TAOKE CTpaa reMOITIveH,

Y OomHoro OB B uMerores yiymHeHMe BpeMeHH CBEpTHIBAHUST — KpoBbl (156 MuH),
peKaTbLMUKAIH TTIaBMBI (433 0eK), TOJIEpaHTHOCTD TUIA3MBI K TeriapuHy (37 MUH), HYBKaSI CTETICHb
Tpomootecta (1 cr notpetriernst  TipotpoMonHa ) (15%). OcTarbHre TIOKAZATRIM  YKABAHbI , TAOTHLIS
10,

®orto 10 GombnoM O-B B., 31 rox
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remopmnn B ¢ mnopaxeHneM BceX KpPYHOHBIX CYCTaBOB BEPXHBIX H
HIDKHBIX KOHEYHOCTH

Taomia 10.
Koarysiorpamvibl 00iibHbIX O-Ba B.u M-Ba P.

AKTHBHOCTH IPOTPOMOMHOBOI'0 BPpeMeHH
Konuenrpanumn ¢pudpunorena ( B mr %)

—_— ~

S~ = o ~ S~

: |2 = |3 | ~ S

2 | B = 2 | S 2

5 [=2] ~' g : i 4] ?

= = = = g = = 3
= | £ |g |g |g§ |& |& z = | %
= ; = E s S E _g_ = =
g = = = =9 S =
' 3 = 2 $ = > > 2 2
Z 2 = o = = = = 2 o
S |2 |5 |2 |2 |E |£ = = |3
s & |E |§8 |E | |& g = |
= ) 2 £ = 5 = = 2 g
= = = S s S 3 | 3 = =
= = s = ) =3 = S| E = =
= 2 2. 2 S S 3 | g 3 2
S -2 -2 = = = =z 8| = =z 2
%_B 136 | 433 I 37 15 60% | 100 - 200 | 300,2 | 51
NII;B 34 140 v 215 73 24 | 9565 | 88 250 - 120

dopma remodpminu ObUla YCTaHOBJEHAa C TOMOIIBIO TECTa TEeHepaluu
TpoMmboractuHano o burrc-yrmacy m ¢ mpoboii mo M Tomopony,
KOTOpBIE MTpUBeIeHBI B Tabmiax10.

N3 npuBeneHHbix maHHbIX TI'T BUIHO, 4TO MMEIONMIMECS HAPYLICHUS
reHepaluu TpoMOOIIaCTHHA y OOJIBHOTO KOPPUTHPYETCS CHIBOPOTKOM JOHOPA
VY uHeHne BpeMeHU peKalblupuKaiuy miaa3Mel 0onbHoro O-B B mosiBisiercs
CO CBEXE-HOPMAJIbHOM IJIA3MOM M OTCTOSIBIICMCS CBIBOPOTKOM JIOHOpa, a C
BaSO4 - mnnasmoii moHOpa Bpems peKalupUKAIMH OCTACTCI  TaKXKe
VIJIMHEHHBIM, YTO YKa3bIBaeT Ha oTcyTcTBHE [X pakTopa.

Takum o0pazoM, aHaMHECTUYECKHE, KIWHUYECKHE U JaOOpaTOpPHBIE
WCCJIEeI0OBaHMs TOABEpANIN Hannune y OombHOTO O-B B. remodunuu B.
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TaOmvma 11.

IepexpecTHbIi TeCT reHePaLK TPOMOOILIACTHHA ¢ KPOBBIO 00iIbHOIo O-8 B

WukyOarmoHHbBIN TTepro (B MUH)
HcneiTyemast cmech 1 3 5 7
Bpewms ceiBopThIBaHUS cyOcTpaTta (B CEK)
[Lmazma moHopa 57 15 13 14
CBIBOpPOTKA JIOHOPA
ITna3zma GoabHOIrO 50 30 28 78
Cp1BOpOTKa 00JIBHOTO
[Lmazma moHopa 56 31 29 31
CpIBOpOTKa O0JIBHOTO
ITna3zma GoabHOIrO 80 25 14 12
ChIBOpOTKA JIOHOpA
Ta0muna 12.

IIpo6a no U. Tonoposy B miiazmou 60abHbIX O-BaB.u M-BaP.

Bpems pexanbunduxanum ( B ceK)
C KoppuTrHpyOIIIMHA KOMIOHEHTAM
damuins, "
HNms 60abHOTO ceaeryemast
niasma Ges Crexxe BaSO OTrcrosmasicsi
KOPPUTHPYIOIIHX Hzgngzzziga a HO; l(I)J;):SMa CHIBOPOTEA
KOMIIOHEHTOB
(V, VILVIIL, | (VILXLXID) Il;é"‘)‘(’p;‘(f \>/<I|I|’)
XXX X P
O-B B. 285 108 372 110
M-B P. 140 155 103 53

3nech mpeacTaBiseT 0oNbIOi nHTEpeC, 4To y 6onbpHOro O-B B HEecMoTps Ha
BpoxkaeHusiii nedpunur VI, IX dakropoB cBeprhiBanus kKpoBu 10 18 ner
OTCYTCTBOBAJIM KaKUX JUOO KIMHMYECKMX CHUMIITOMBI  3a0oJeBaHas T €.
CkpbITOro TeueHuss reMouiius OcCTaeTcsl 3arojJl0YHO, IOCOJIBKO MOocie B
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Te4eHue 1-2 rojga OH CTaj MHBAIMAOM 2-U TPYIIbl U3-3a TpyOOro HapyIIeHHs
(YHKIMM TOYTH BCE KPYIMHBIE CYCTaBbl BEPXHBIX M HUKHBIX KOHEYHOCTH (CM.
¢$ot010 6osbHOTO O-B 31 7€ET).

Jleuenune remoduinu B mpoBoauTCS BIMBaHUEM KPOBH, TJIa3MBI, CHIBOPOTKH,
kpuonpeuunurara. [Ipu 3Tom cienyet umeTh B BUAy, uto ¢akrop IX umeercs u
B CBHIBOPOTKE W HE MCUEPIBIBACTCS MPH CBEPTHIBAHWH, a MEPHUO/ MOoJIypachaia
ero cocrasiser 18-36 4. [loaTomy npu remopparusix BBOAST 1O 1 J1 CBIBOPOTKHU
¢ uHTepBaiIom 48-72 u.

Tur HacnenoBaHUs PELIECCUBHBIN, CLEIUIEHHBIN ¢ X-XpOMOCOMOM.

dakTopa X HacjeacTBeHHasi HeaoctaTouHocTh (Ctioapta- Ilpaysp
0ose3nb).BpoxkaenHas ¢opMa TeMOpparmueckoro auate3a, Ha3BaHHAs 110
UMEHH JIBYX TEPBBIX HCCIEJOBAHHBIX OOJBHBIX, Y KOTOPBIX OBLI BEHISBICH
nebpuuur  dakropa X  (TpomOoTpommHa,  ayrtomnporpombOuna Il
ayronporpomOuna C).
bone3np xapakrtepusyeTcss KpOBOTCUCHHUSMH, BO3HHUKAIOINIMMH B CBSI3U C
TpaBMaMH, SKCTpakiyei 3y0oB u T. m. HaOmromaroTcst Takke «CIIOHTaHHBIE)
KPOBOTEUCHHUSI W3 CIHM3UCTBHIX 000J04eK (HOCOBBIC, MATOYHBIE H Jp.) H
KPOBOMBIUSHUS B KOXY, TIOJKOXHYIO KJIETYaTKy, MBI, CYCTaBHI.
['emapTpo3bl HE XapakTepHBI. 3a00JeBaHUE BBIABISETCS OOBIYHO B paHHEM
JETCKOM WIIM MOJOJOM Bo3pacte. KpoBOTOUMBOCTH, CBsi3aHHas ¢ aedumnuTom
¢dakropa Crroapra-Ilpaysp, Habmonaercs B paBHOM CTENEHU Y JiMIl 000OEro
moJjia, OJHAKO B HauOoJiee BBIPAKEHHON (popMe OHa BCTPEUAeTCA y MOJIOIBIX
JEeBylIeK B BHUAE MNPOQY3HBIX, OMACHBIX /JI XU3HU MATOYHBIX (MEHCTPY-
aNbHBIX) KpoBOoTeUeHUI. C BO3pacTOM SBJICHHS] KPOBOTOUUBOCTHU CMSTYAIOTCH.
XOTs HE CYIECTBYET CTPOroro COOTBETCTBHUSI  MEXIY  CTEHNEHbIO
KPOBOTOYMBOCTH U YAJWHEHHWEM MPOTPOMOMHOBOIO BpPEMEHH, BCE IKe
HauboJee pe3Koe CHIKEHWE TOYTH JI0 MOJHOTO MCUE3HOBEHUS COJEP)KAHUS B
kpoBH ¢aktopa Ctroapta-Ilpaysp -oTmedaeTcs mpu 060CcTpeHUsIX 00IE3HU.

CaeptbiBanue kpoBu mipu O6ose3nn Crroapra-IIpaysp HapyIeHO B OCHOBHOM
3a cyer ynnuHeHus BpemeHu Ksuka. B omimume ot apyrux  gopm
KPOBOTOYMBOCTH, CBSI3aHHBIX C HapyIICeHHEM CBEpPThIBaHMS KpoBU B | (daze
(dbaza TpomOoIUTacCTHHOOOpA30BaHUS) MOTPEOJICHHUE MPOTPOMOMHA W BpeMs
pekanburudUKaIK Ia3Mbl HOpMaIbHBI WM HapylleHbl Hepe3ko. CoaepikaHue
Bcex (haKTOpOB CBepThIBaHUS KpoBU (Kpome X) HopManbHO. OT npyrux
auctporpoMOu  Gone3Hs CrtroapTa-lIlpaysp oriauuaercs Tem, 4to nedexT
ceepteiBanms Bo Il dase (paza TpomMOMHOOOpa30BaHWsA) HOPMAIU3YETCS IMPU
100aBIIEHNN HOPMAJILHOM CBIBOPOTKH (B oTiinuue oT aedunurta paxropa V) win
T1J1a3Mbl OOJILHBIX TUTIONTPOKOHBEPTUHEMHUEH. JuddepeHnmanpHO-
AarHocThudeckuM oTiuyuM Oonesnn Crroaprta-Ilpaysp 0T BpoXIeHHOU
TUIIONPOKOHBEPTUHEMUHN  SIBISIETCS  TaKKe€  OTCYTCTBHE  HOpPMaJHM3alliu
IPOTPOMOMHOBOTO BpEMEHH IPU 3aMEHE TKaHEBOI'0 TPOMOOIUIACTUHA 3MEUHBIM
anoM rajoku Paccena uinn cpenHea3naTckoi Tiop3sl (IpU THIOKOHBEPTUHEMHH
3MEUHBIN A]1 KOMIEHCUPYET Je(EKT CBEPTHIBAHUS).
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JleyeHune: B TEpUOJ KPOBOTEYEHWW IIOKA3aHbl MACCUBHBIE TEPEIUBAHUSA
LETbHON KpEeBU WIM TIa3Mbl. [Ipu Hapy HBIX KPOBOTEUEHUAX MPUMEHSIOTCS
MECTHBIC CpEJICTBa-alIUIMKALIUK CYXOro TpoMmOuHa, TammnoHazaa. llpu
HEYKPOTUMBIX MAaTOYHBIX KPOBOTEUECHHUSX MOTLYT BO3HUKHYTh MOKa3aHUS K
CPOYHOM  omepanuu -aMIyTaluu MaTKH. [IpumeHnsitoTcss  Takxke
KOMOMHUpPOBaHHbIE Tpenapatsl, coaepxkamue (axroper 11, VII, IX, X u XI-
CTaOMJIM3UPOBAHHBIN (PAKTOP OKTaroM ajacopOuMpoBaHHBbIE Ha cyib(aTe Oapus
nmu Ha JIDAD-nemmono3a. Takue nmpenapaThl cojepkaT OOJIbIIOE KOJIUUYECTBO
nporpomOuHa u ¢aktopa X. B pacTBopax, TroToBBIX K YHOTPEOJICHHUIO,
npoTpoMOuH U ¢dakTop X COXpaHSIOTCS B MEPBOHAYAIBLHON KOHIICHTPAIIUU B
teuenue 3 Hex npu 4° C.

Bones3np Hacieayercs Mo ayrocoMHO-peneccuBHomMy triy. Onucana Graham
unp. u Teller u ap. B 1956 T'.

®aktopa X| HacaencrBeHHblii aepuuut (remodpuiaus C, 0oje3HB
Posenranst). @Paktop XI sBiseTcd IJIa3MEHHBIM  MPEAIIECTBEHHUKOM
TpoMmboractuHa. KimHWYeckue mposiBaeHUus ero jJeduiuTa IMOXOXH Ha
reMopusinio (CM.), HO KPOBOUBIIUSHHUS TPOSBISIOTCS MPEUMYIIECCTBEHHO Ha
koxe W cim3ucthix. ['emopmwmmuio C ot remodunuu J auddepeHnupyror
CpaBHEHHEM BpPEMEHHU CBEPTHIBAaHUS KPOBU B CHJIIMKOHU3UPOBAHHOW U
HECUJIMKOHU3UPOBAHHOW TMPOOUpPKE, Tak Kak mpu orcyrcTBuM ¢akrtopa XII
(remodunus J) He HAOMIOAAETCS KOHTAKTHOT'O aKTUBUPOBAHUS.

Jleuenue remopunuu C NPOBOAAT TEPEIMBAHUEM CBEXEW IUIa3Mbl WM
KpUomnpenunurara 3 paza B HECINI0, MOCKOIBKY MEepUoJ moixypacnaaa paxropa
XI B nedenue opranuzMme cocrtapisier 50-84 u. PazoBasg mo3a 1miasMbl i
B3pocioro  coctaBiusier 20 mi/kr maccel. Jloza  Kpuomnpenunurara
pacCUMTHIBAETCA, MCXOJSd M3 TOTO, YTO €ro €IWHHUIA MPEACTABISIET COOOi
IPOJYKT, MOTYyYEHHBIA U3 250 MJI 11a3MBbl.

Tun HaciienoBaHUA AyTOCOMHO-AOMHUHAHTHBIN.

®aktopa Xll HacaeacrBennblii aepuumt (remodpuamsa [, Xaremana
0ose3nb). Koarynsuuonneli gedext mnpu dTo  popme 3aboneBaHUs
nposiBIsieTcss  peako  (mpu OONBIIMX ~— TpaBMax W OIEpanusx).
HNuddepennmanpaple AUardHo3 M JICUGHHE CM. B pazaenax [emodwmms u
daxkropa XI HacnencTBeHHBIN e DUIIHT.

Tun HacnegoBaHKS ayTOCOMHO-TOMHHAHTHBIM.
®aktopa XllIl HacinenctBeHHas HegoctaTtouHocTh (Jlaku-Jlopana-
dakrTopa aepuuut, GQuOpMHOcTAOUIU3UPYOIIEro ¢akTopa aAeGUUMT.
¢pudpunazpl nepunur, ¢GuOpuHonurassl gedpuuur). KpoBoreuenus wus
NyMNOYHOW paHBbl MPOSBISAIOTCA Cpa3y mocie poxaeHus pebenka. B
MocleAYIeM CCaauHbl WJIW paHbl, 3a HUCKJIYEHUEM YKOJOB,
COMPOBOXAAKTCA KPOBOTEUEHHUSIMH, NPOAOJIKAIMUMUCST HEIEIIMH,
HabGnromaercss oOpa3oBaHWe TeMaTOM C YacTO BO3BpAaMAIOMIMMHUCS
KPOBOTEUEHUSMH M3 MECT IMOBPEKIEHUS TKaHeil, HecMOTps Ha
MI0THBIE MOBSA3KU. CrycTKH KPOBM OUY€Hb cialdble, YTO U NPUBOJAUT
BO3HUKHOBEHHUIO MOBTOPHBIX KpoBoTeueHuil. Ilocie mnpekpamnieHus

148



KPOBOTEUYEHHUS, paHbl 3apacTalOT MEAJEHHO (B TEYEHHUE HEAEIb) C
oOpazoBaHMEM OYE€Hb CKYJAHOW TpaHYASIUUMOHHOW TKaHH. B
pe3yibpTaTe BO3HHUKAET OO IIUPHBIT pyoer, CTATUBAIOIIUI
MMOBEPXHOCTH PaHBHI.

JlaGopaTopHBI aHAaIW3 MOKA3bIBAET, YTO y OOJBbHBIX OTCYTCTBYIOT
Kakue JU0O0 OTKJIOHEHHUS OT HOPMBI BO «BHYTPEHHE» U «BHEIIHEH »
cBepThiBarouied u  puOpuHonumTHUeckod  cucrtemax. OgHAKO
GUOpPUHOBBI CTYyCTOK, TOJYYEHHBIH MNyTeM peKalblUupUKAIUU
mia3Mbl, pacTBOpuM B 5 M pacTtBope MOuYeBUHB (B HOpME
GbuOpuUHOBBINA CTYCTOK HE pacTBOpsieTcs B 5 M pacTBOpe MOUYEBUHBI),
TO €CTh MNaTojorus oOycJIOBJIE€Ha OTCYTCTBHEM B KpoBH (aktopa
XIII, neobxonumoro niast crabunuszanuu GudOpuUHa.

Pa3zpaGoTansl nBa BapHaHTa Je4eOHBIX MEPONPUATUN: TpaHCHY3UH
JOHOPCKOM KPOBHU MJIM IJIa3Mbl U BHYTPUBEHHOE BBEJICHUE KpHUOIpeE-
nqUnuTaTa mjia3Mbl dyejgoBeka, conepxamero gaktop XIIl. Ycmemno
UCIOJIb3YIOTCS  npenapatsl  (GUOpPUHOTEHA, HEOYHINEHHbIE  OT
npucytctBusa ¢paktopa XIII. MoXHO BBOAUTH KPUONPEUUIUTAT, pe-
KOMEHJOBAaHHBIN JJii BBEJEHHA B KpPOBb OOJbHBIM remodunuein A.
OToT npemnapar COIEPKUT bakTop XIII. Bpemennoe
Hecnelnu@uueckoe OeiicTBUE HAa KPOBOTOYHUBOCTb MOTYT OKa3bIBaTh
npennuzonon u IAKK.

Tun HaciegoBaHHMA  ayTOCOMHO-pellecCUBHBIN. 3aboyieBaHue

onucano Duckert u ap. B 1960 r.
Heauakus (I'm-I'eprepa-TIeiioHepa 06o0Jie3Hb). ['emMaTolOrHYeCcKHe
HapyuleHus: )xene3zonepuiuTHass U BUTaMUH Bi,nebunurnas anemus,
yIJIUHEHUE NpOTPOMOUHOBOTO BPEMEHH. XapakTepuszyercs
Manbo0copOuueil, HapymeHHueM CTPYKTYpbl TOHKOTO KHUIIEYHHUKA U
HEMEePEHOCUMOCThIO OelKa KICHKOBUHBI MIICHUIBl U PXKU -TAUAJHUHA.
Knuanuyeckn  pasznuvarotr 3 dGopmbl  3a00ieBaHUI: JIETCKYIO
EeJIMaKHuIo, HEUTPONUYECKYIO crupy B3pPOCIIBIX, rJIMaguH -
UHAYIUPYEMYIO SHTEPONATHIO.

B OonpmuHCTBE ciydaeB IeJIHAKHSI TPOSBISAETCA KHUIICYHBIM
CUHApOMOM  Manbabcopbmuu ¢  Agmapeed, mOTepel  Macchl,
cTeaTopeeH, MOBBILMIEHHOU DKCKpenueun c KaJIoM azora.
[laToreneTuyecklu HTU CHUMITOMBI OOYCJIOBJIEHBl HapyUIEHUEM
abcopOnuu BOABI, JKHUPOB, VYIJICBOJOB U OCEJIKOB B TOHKOM
KumeyHnke. B codertanuu ¢ manpabcopbuuedt unm 6e3 Hee MOTYT
HaOnoaaThCsl TakXe OTEKM U BTOpPHYHAsE aMEHOpes BCJIEICTBUE
rUNO0JNbOYMUHEMHUH, TIOCCHUT, XeHlI03, nmepudepuueckas HelpomaTtus
U aHeMUus BCleACTBUE nepuUIMTa Xeieza, BUTaMuUHA Biy, ¢ponaueBoi
KHCJIOTHl U APYIrUX BUTAMHHOB, a TaKXX€ F'MIOKAJIMEMHUHU; TOHUYECKHUE
CyJOpOT¥, MNEPUOAUYECKHE MPHUCTYIIBl OLENEHEHUS M IapeCTe3UHU
BCJEJACTBHE  HApyLIEHHUs  BCAaCbIBaHUsS  KaJbUUs M  MarHus
(rumokanbUUEMUs, THIIOMAarHE3UEMHUsA); TEMOPPAru4eCKU CUHIPOM C
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YIJIUHEHUEM HNPOTPOMOMHOBOTO BPEMEHH BCIEICTBUE HapyHIEHUS
abcopbuum ButamumHa K; Oonm B KOCTAX C OCTEONOPO30OM U
ocTeoMalisiniueil, o0ycIOBIEHHbIE HAapYIIEHUEM BCachiBaHUS OeikKa U
KalblUs.

[Tpu ouoncuu TOHKOTO KUIIEYHUKA O0OHAapYXXUBAKOT
CTrIa)XeHHOCTh BOPCHHOK C OJHOBPEMEHHBIM YyIJIWHEHUEM KpPHUIT,
BOCMAJIUTENbHYIO HHDUIbTpanuw laminapropria.

B oTHomeHuM maTtoreHe3a MOpa)Xe€HUsA KUIIEYHHKA CYLIECTBYIOT 2
TEOpHUU: TeopHus OTCYTCTBHUS cneuupuveckoi NEenTHIa3bI,
NPUBOJSANIET0 K TOKCHYECKOMY HAKOIMJEHUIO TIMAaJUHA HIU €ro
NpPOJAYKTOB; TEOpPUS HUMMYHOJIOTHUYECKON THUNEPUYYBCTBUTEIBHOCTH
CIM3UCTON  KHUIIEYHHMKA,  MOJATBEpkJaarouiasica B  YaCTHOCTHU
oOHapyXKeHHEM aHTUTEJ K NIUaJUHYy B CBIBOPOTKE KPOBU OOJIbHBIX.

B cnydasx aTtunuyHOro TtedyeHus 3abolieBaHUA JUATHOCTHKE
MOXET CHOoCOOCTBOBAaTh NPOBOKAIlMOHHAS Harpys3ka TJIHaJUHOM
(30-50 r), BBI3BIBaROOIAS  HWJIM  YCHJIHMBAIOIIas  CHHAPOM
MaJibabcopOIuu.

JleueHue COCTOUT B Ha3HAYEHUU JHUETHI, HE coJepxKamen
NPOJAYKTOB MIIECHUIBI U PXKU; HEKOTOPBIH MOTOKHUTEIbHBIN dPPEKT
B OCTpHIH TMEpUOJ MOXKET OBITh TMOJy4YeH OT TPUMCHEHHS
KOPTHUKOCTEPOUOB.

[Ipennonaraercs, 4To 3ab0jeBaHUE HACIEAYETCS MO ayTOCOMHO-
JOMUHAaHTHEMY THUIy C HENOJHOW NEHETPAaHTHOCTbIO U pPa3HOM
AKCIPECCUBHOCTHIO.

HOucratuonunypus. 'emaTtonornyeckue HapymeHus: TpoMOOmeHus,
aHeMusi. MoXeT KIMHHUYECKH HE€ NPOSBIATHCI U OBITH BapUaHTOM
HOPMBI JIMOO MpOABISIETCS B paHHEM BO3pacTe 3aJep>KKOW HEPBHO-
NCUXUUYECKOTO pPa3BUTHUA, TUNOTpPOdUEH, B HEKOTOPHIX CIydasix -
TpoMOoTneHue, aneMued U oO6pa3zoBaHUEM MOYEBBIX KOHKPEMEHTOB.
B nanpHeiimem HaONOmarTCs 3aJepkKKa ICHUXUUYECKOTO pPa3BHUTHUSA
peOeHKa, Cyloporu. DKCKpeuus IMUCTaTHOHMHA C MOYOW BO3pacTaeT
no 400-500 mr B cyTku (B HOopMme nulib cienbl). Ilocie Harpysku
METHOHMHOM BBIBEJ€HHE IMCTATHOHHMHA PE3KO BO3pacTaeT W,
Hao0opoT, yMEHbIIaeTCA npu BBEJCHUU BUTaMUHA Bs
(mupunoxkcuna). Ilpy OMOXMMHUUYECKOM HCCIE€IOBAHUU IHUCTATHOHUH
oOHapy)XuBaeTCs TaKKe B IJIa3Me KPOBHU U JUKBOpE.

[{ucTaTHOHUH -POMEKYTOUYHBIH NMPOAYKT OoOMEHAa METHOHUHA -B
HOpPME€ pacUICTUIAETCs MOJ BJIWSHUEM IMUCTATUOHWHA3Hl HA IUCTEHUH U
romocepuH. Ilpu CHHUXEHUM AaKTHUBHOCTH JaHHOro QepmeHTa
MeTaboaM3M IUCTATHOHWHA HapylIaeTcs, HAKOMJIEHUE €T0 B TKaHAX
OPUBOAUT K HMX NOPaXEHUIO, NMPUYEM OCOOEHHO YYBCTBUTEIbHOMU
OKa3bIBAa€TCs HEpPBHAs CHUCTEMa. YCTAHOBJIEHO, YTO KOXH3UMOM
MUCTAaTUOHUHA3BI SABISIETCSA nupuaokcaitbdocdar; npu
MUCTAaTUOHUHYPUU AaKTHBHOCTh (epMeHTa HapylleHa BCJIEICTBUE
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OTCYTCTBHMSI ~ CIIOCOOHOCTH  OENKOBOW  MOJIEKYJbl  alMO’H3UMa
CBSI3BIBATHCS C KODH3MUMOM.

[Ipu mocTaHOBKE AMAarHo3a HEOOXOAMMO HUCKIIOYHUTH 3a00JeBaHUE
NneYeHu, HaupoObIacToMy U HEJOCTAaTOK BUTaMHHA Bg, mpH KOTOPBIX
UUCTAaTUOHUHYPHUS ObIBAET KaK CUMIITOM.

Jleuenue: JgueTra ¢ HMCKIWOYEHHUEM TPOAYKTOB, COIEpPKALIUX
METHOHHUH (TBOpor, pblOa, rpubbl), a TakkKe MNpPUMEHEHUE
nupugokcuHa (ruapoxygopuna) B goze ao 100mr B cyrtku. IlporHos
NpU OTCYTCTBHU JICUEHUS HEOJIArONPUATHBIN.

Tun  HacnegoBaHUS  ayTOCOMHO-peneccuBHBIW. 3aboneBaHuE
onucano Harris u ap 1959 r.

HIBaxMmana CHHIPOM. I'emaTtoorunueckue HapyLICHUA:
NAaHIIUTONECHUS. XapakTepuszyercs HEJOCTAaTOYHOCTHIO
MOIXKEJIYTOYHOM XKeJIe3bl, CUMIITOMBI KOTOPOW HAaIOMHWHAIOT

MYKOBHCIIUJ03, HO ©0€3 M3MEHEHUSA DIIEKTPOJUTHOTO COCTaBa
NOTOBOM XHUAKOCTH. B oOTiHMuMe OT MYKOBHUCIHMJA03a OTCYTCTBYIOT
TaK¥Xe pecnupaTopHbIC HapylIEeHUS. [TankpeaTtuueckas
HEJOCTATOYHOCTh MPU ITOM CHHIApPOME coueTaeTcs ¢ AUCHyHKIUEH
KOCTHOTO MO3Ta, NPOABJISIIONENHCS MTAaHIIUTONECHUEH.

Tun HacaemoBaHUST  ayTOCOMHO-pelecCUBHBIN. 3aboyieBaHue
onucano Schwachman B 1964 r.

J03MHO(PUIOB 4Ype3MepHass CerMeHTAalusl s/JAep BPOXKIACHHAS.
3akiaovyaeTrcs B TOM, 4YTO  siApa  203UHOPUIOB  COCTOSAT
OIpEUMYIIECTBEHHO M3 3 CErMEHTOB, TOrJa KaK HOpPMaJbHbIEC
P03UHO(PUIBI UMEIOT OOBIYHO SAPO U3 2 CETMEHTOB. AHOMAJNHUS sEP
03UHO(PUIOB HE JaeT KIUHUYECKUX CUMITOMOB.

BcerpeuaeTrcs  cemeiiHO M HacienyeTcs, BEPOSITHO,  Kak
JOMWHAHTHBIM NOpHU3HAK. B oAHOM H3 ceMell C ATOU BPOKIACHHOU
aHOMaJMel Kak JOMOJHHUTEIbHBIA MPU3HAK OTMEYANach CETMEHTALI U
saep mouonutoB. Onucana Undritz 8 1950 r.

JpUTPOUMTO3 CeMelHbIil, O00yCJIOBJEHHbIH TPHUCYTCTBHEM
AHOMAJIBHBIX TIeMOrJ00MHOB. XapakTepHU3yeTcs MOBBINIEHUEM
qucia JIPUTPOUUTOB B mepudepudeckoil kpoBu. [loBbIIIeH TaKkxke
ypOBEHb TeMOoTJIoOMHa ®W TreMaTOKpuT. 3abojieBaHHE MOXKET
NPOSIBJISATHCS UAHO30M U CKJIOHHOCTHIO K TpOMOO3aM.

B ocHoBe 3a001€eBaHUS JE€XKUT NPUCYTCTBUE OJHOTO M3 BAapUAHTOB
AaHOMAJIbHBIX TEMOTITOOMHOB, 00JaMa0MUX MOBBIIIEHHBIM CPOJICTBOM
K KHUCJIOpPOAY M, CII€JOBATEIbHO, C TPYAOM OTAAKIUX KHUCIOPOX
TKaHSIM. OpUTPOMHUTO3 OOYCIOBJIEH TMOBBIMIEHHON BBIPAaOOTKOH
SPUTPONOATHHOB B OTBET HA TKAHEBYIO T'MIIOKCHIO.

B wacrtosamee Bpemss pacmudpoBaHa CTpyKTypa okomo 20
AaHOMAJIbHBIX BAPUAHTOB TeMOTJIOOMHA, B KOTOPHIX aMHHOKHUCIOTHBIEC
3aMEUEHUs] MPHUBEJIHU K MOBBIIMIEHUIO CPOJACTBA K KHUCIOPOAY. IDTO
CBOWCTBO OMpEAENsieTCs N0 KPUBOM AHCCONMALIUA OKCUTEMOTI00UHA.
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HekoTopsie U3 Takux reMOTI00MHOB 00J1agal0T Takke HU3MEHEHHOU
IEKTPOPOpPETUUECKON  aAKTHUBHOCTHbIO. JledyeOHBIE MepONmpuUATHA
cBOAATCA, K nOpoduiaktTuke TpomMOooOpa3zoBaHusi.AHOMAIbHbIE
¢popmbl remoriioOMHa ¢ NOBBIIMIEHHBIM CPOJCTBOM K KHUCIOpPOIY Ha-
CIeNyIOTCS KoJgoMHHaHTHO. 3aboneBanune onucano Knock u Githens
B 1960 r. mogq Ha3BaHUEM «IPUTPOUUTO3 CEMEVUHBIA NEPBUYHBIN».

Heau v 3aga4u MeIMKO-TEHETHYECKOTr0 KOHCYJbTHUPOBAHUSA
NpU HaCJeJACTBEHHBIX 3a0oJeBaHUe KpPoOBHM. J(uarHocruka,
JedYeHuss U NpoUIaKTHUKa HACIEIACTBEHHBIX 3a00JeBaHUHU KPOBHU
3aKJ0Ya€TCs B OCHOBHOM B OpPraHuM3aluud U NPOBEJIECHUU MEIUKO-
F€HETUYECKOTO KOHCYJIbTHUPOBAHUS OOJBHBIX, YIECHOB €ro cembu. B
miaHe NpouIaKTUKU TallaCCEMUM U TaJlaCCeMHUUYECKUX CHUHIPOMOB
3aKJ0YAE€TCs 3alpeTUT B 3aKOAATEJbHO MOPSAAKE BCTYIJIEHHE B
Opak mnpu OOHapyXEeHUU OJHOBPEMEHHO Yy KEHHXa U HEBECTHI
HOCHUTEJbCTBA IF'€HA TallaCCEMUHU, TaJAaCCEMHUUYECKUX CUHIAPOMOB H
SH3UMOINATUU FSPUTPOLHUTOB.

Bruacrtosimee BpeMs mpu BCeX HACJEJICTBECHHBIX 3a00JeBaHUU
kpoBeTBOpHO#N cucteMbl (H3K) eanHcTBEeHHON TNpeBEHTHUBHON Me-
poil sIBISETCA TEHETUUYECKOE KOHCYIbTUPOBAHUE U NPEIBAPUTEIb -
HBIM JUAr”Ho3 ¢ DJIUMMHUHAIMEN MOPaX)X€HHBIX TOMO3UTOTHBIX MJIO0B.
Jleuenne H3K ocTaeTcss CHMOTOMAaTHYECKUM UM HECOBEpIICHHBIM. B
TaKWX  clydasiXx BO3HHMKAeT HEOOXOAMMOCTh  MHOTOKPATHBIX
TpaHC)y3UU TEMOKOMIIOHEHTHOW Tepamuu Mpu KOTOPOH, BOSHUKAET
OMAaCHOCTh TEMOCHIEPO3a U CBI3AHHBIX C HUM OCJIOKHEHUM.

I'eneTnueckas KOHCYJIbTal U npu HacJIeJCTBEHHBIX
3a00JieBAaHUU KPOBU OTO BHUJ BpadeOHOW TOMOIIM CEMbSIM
NalMEeHTOB C BBISAIBJICHHBIM JedeKTOM reMonos3a. Bpauy remaronor -
FEHETUK JOJIKEH IMOMOYbh MM OCO3HAaTh CEPBE3HOCTH OXKHIAEMBIX
paccTpOUCTB, MOHATh OCOOEHHOCTH HX pPa3BUTHA, O3HAKOMHUTH C
BO3MOJXXHOCTSIMU TE€PaNneBTUUYECKOMU KOPPEKIHUH JTaHHOT O
3a0oJieBaHUSA C TeM, YTOOBl OHHM B CO3JaBIICHCS CUTYyallMd MOTJIH
NpUHATH penieHue, Haumbojee oOTBeyaromee IMeasIM ¢ 3ajJadam
CEeMbH M O0O0IIecTBa, yYUTHIBAsS TNPHU OTOM TaKKe BCEBO3MOXXHBIC
dTHYECKHUE, HPABCTBECHHBIC YOCKICHUS.

KoneuyHnas menap MEIMKO-TEHETUYECKOTO KOHCYJIbTATUPOBAHUS -
YCTAaHOBJIECHHE CTENMEHW TEeHEeTHYEeCKOTOo pucka B obOcieayeMon
CEMbE U Pa3bsSICHEHHE CMbICIAa MEIHUKO-TEHETHYECKOTO 3aKJIYEHHUS.
TOYHOCTH MPOTHO3a 3aBUCUT OT TOYHOCTHU KIMHHUKO-T€HETHYECKOTO
IWar"Ho3a, TIATEJIbHOCTH ¥ OOBEKTHBHOCTH TEHEAJOTHYECKOTO
HCCIeI0OBaHUS.

['eHeTnUeCcKU pUCK MPU HACJIEACTBEHHBIX IPUTPOLUTONATUAX -
3TO BEPOSTHOCTH MOSBICHUS y OOpPaTHBIIECTOCS K Bpady M €r0 POJ-
CTBEHHUKOB OIpPEJCICHHON aHOMAaJWM TeMOTJIOOMHA W dPUTPOIUTA.
BenununHa reHeTHYECKOTO pHCKAa OMNpPEACISIETCS MyTeM TEopeThue-
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CKHUX pacyeToB, OCHOBAHHBIX Ha T€HETUYECKHX 3aKOHOMEPHOCTSX.
I'enetnueckuit puck, He npepbimarmuii 0%, pacueHUBaAeTCsS Kak
Hu3kui, 10-20%-moBeimenHoM cTemenun, ¢ 20% wm BbIIE -Kak
BBICOKU M.

C reHeTHyecKOW TOYKHU 3PEHUS MOXKHO MNpeHeOpedb HHU3KUM
PUCKOM U HE€ CUYMTaTh €ro MPOTHUBOINOKAa3aHWMEM K JAajJbHEWIIEeMY
NETOPOXKACHUIO Ja)XK€ TOTJa, KOrga HET BO3MOXHOCTEH MpPOBEIEHUS
npeHaTajlbHOW  JUMAarHOCTUKM B  CBSI3W €  IpeAnoJiaraeMoi
aHomaiuen. Puck cpegHed  cTemeHM  pacUEHUBAaeTcsd  Kak
NPOTUBOMNOKAa3aHUE K JETOPOXKIEHUIO, TO €CTh KaK IOKa3aHUE K
npepbiBaHUIO OEPEMEHHOCTH, €CJIH CEMbs HE XOYET IMOJBeprarhbcs
pucky. Cembe Bcerjga mpejacTaBiIsIeTCs CBOOOIHBIM BbIOOp M MpaBo
CaMOCTOSITEIbHO PEUIUTh 3TOT BOMPOC.

HaunGonee yacTo B reHETHUYECKYIO KOHCYJbTAIMIO0 00panjamTcs
OpakTUYECKU 3J0pPOBBIE POJAMUTENHU, Yy KOTOPBIX HEOXUIJAHHO
poauncss OOJbHOW HacIeACTBEHHOW OOJE3HbIO KPOBU aHEMHUEH
pebenok. Poxaenue OonpHOro peOeHKa ¢ HeOIAroNpUATHBIM
NPOTHO30M OTHOCHUTENBHO XH3HHU JOJIKHO CIYXHTh OCHOBaAHHEM
JJIs  HEe3aMEeJUIUTENIbHBIX COBMECTHBIX JEWCTBUU THUHEKOJOTA,
neguaTpa-reMaTrosyiora u reHeTHukKa.

B O6pake MexJy pOACTBEHHUKAMH ydallaeTCs POXKJICHUE NeTei
C ayTOCOMHO-PELECCHUBHBIMH 3a0oleBaHUAMU. EcTecTBEHHO, 3TO
00BsSCHSIETCA TE€M, YTO CpeJAH POJACTBEHHHKOB Yalle BCTPEYAITCS
reTEepO3UTrOTHBIE HOCHUTEIHM OJHOTO U TOTO € PElECCUBHOrO reHa,
NOJYYEHHOTO OT O0IIero npeaka.

Bpau-koHcynpTaHT  Bcerjga  YYUTHIBaeT BCE MOTHUBBHI,
PYKOBOISIIUE JTIOAbMH, MOMOTAET CYNpyraM B OLIEHKE CUTYaIMH C
TEeM pacdyeToM, 4YTO B JaJbHEWIIEM KaXJas CEMbe CaMOCTOSATENIbHO
npuMeT HaubojJee TNpUeMIeMOoe pelIeHrue, 4dYTOOB POXKAAIUCH
3I0POBBIC JETH.

CnenyeT OTMETUTh, YTO, HECMOTpPS Ha COBPEMEHHBIC

onecrAmue yCIIEXH TeMaToJIOTUU, JO TMOCJCJIHET0 BPEMEHH
JeYeHHWe HAaCIIeACTBCHHBIX OOJIE3HHM KpPOBHU, KaK H JPYyrux
HACJICJCTBEHHO-00YCIIOBICHHBIX 3a00JeBaHUI, HOCHT

CUMIITOMATUYECKUN U 3aMECTUTEIBHBIA XapaKTep.

[IpunsaTeiii B HacTosiniee Bpems B pane ctpan mupa (CHIA,
Poccuu, AHrnus u np.) TUNEepTPaHCPY3UOHHBIM PEKUM C paHHETO
NEeTCTBa, NPUMEHEHHUE YAAapHOr0 Kypca JIEYEHHs IMepeIMBaHUSIMU
KPOBMU M €€ KOMIIOHCHTOB TMPHUBOJUT K YJIYUYINIEHHUIO OOMIETO
COCTOSSHHS U AaKTUBHOCTHU 00JBHOTO, €ro pocTa, perpeccuu
KOCTHBIX fepopMamuid v T. 1.

OmnacHble OCIOXHEHUS TUNEpPpTpaHCPy3WH, CBI3aHHBIC C JKeJye-
30M, MOTYT OBITh TIPEAYNPEKACHBI XenaTepanue (mechepan u ap.).
TpaHcniiaHTauus KOCTHOTO MO3ra MIHUPOKO HE MPUMEHSETCS B Je-
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YEHUU TaJaCCEMHHU U3-3a TPYJHOCTH MOAO0OpPa HMMYHOCOBMECTUMBIX
JOHOPOB W penunueHToB. HekoTopslii TepameBTHYECKUl 3(ddekT
NpyU TajlacCEeMHU JaeT ONEepaTUBHOE JIEUEHHUE, CBA3AHHOE CO
CILIEHDKTOMMUEN

[Iporno3 OoabHBIX OONBIION TamacceMueil ocraeTrcs Hebnaro-
NpUSATHBIM, TaK KakK Ja)Xe NpU COBMECTHOW rumneprpaHchy3uoHHOU
Tepanuu ¢ npuMeHeHUeM aechepana u nurtodepesa OOJIbBHBIE yMHU-
parT OT OCJIOXHEHHMW, B TOM YHCIE Tremocuaeposa cepaua. B
nepecnekTuBa OoONbIIKME HAAEXAbl BO3JararTcsi Ha pa3paboTKy
nepecagku «3J0POBbIX» ITOOUHOBBIX T'€HOB.

Jlerue NpOBECTHU npoQuilakTu4ecKoe npeaynpexaeHue
poxaeHuss OOJIbHBIX peOEHOK HAacCJEeJICTBEHHBIMM 3a00JeBaHUIAMU
KPOBU NYyTEM OpraHu3alvy [MHUpOKas MponaraHje Leidu U 3aJadu
MEIMNKO-T€HETUUYECKOTr0 KOHCYJIbTUPOBAHUS CPEIU HACEIEHUS, YeM
JeYUTh OOJBHBIX I€TEH MOCHE POXKIECHHUS.

31ech OCHOBHAasg 3ajJadya KOTOPOW -HE TOJBKO OMNpEeJelieHUue
NporHo3a MNOTOMCTBAa B Te€X MM JpPYyrux Bujaax Opaka, HO H
aKTHUBHas MNpoQuUIaKTUKAa TOMO3HIOTHBIX M KOMIAYHIHBIX COC-
TOSIHU#, 4TO BO3MOYHO TOJbKO MNPU NOOPAYHBIX KOHCYJIbTAI[UIX.

HoBbiM »TamomM B KOHCYJAbTAalMM TMPU HACIEJICTBEHHBIX
SPUTPOLUTONATHH CJIEAYyEeT CUMTATh BHEJAPEHHE aMHUOIEHTE3a KakK
METOoJa BHYTPUYTPOOHOW AMAarHOCTUKHM TaJlaCCEMHUM, aHOMAaJbHBIX
reMorno0uHOB u aAedunura akTuBHOCTH [-6-OJI" spuTponuTtos.
Taxum oOpa3om, B HacToslee BpeMs HEOOXOOMMO MEepedUTH OT
KOHCTAaTallM¥ HAJIUYUSA SPUTPOLUTONATUIN B TOW MJIM MHOW peruoHax
pecnyOJlMKe K aKTUBHON mpo¢uIakTHUKE U JedeHUur ux. Menuko-
reHEeTUYeCKOe KOHCYJIbTUPOBAHMUE -TJIABHbIH W €AWHCTBEHHBIA MYyTh
B npodUIaKTUKH  HACJCJACTBEHHBIX 3a00JeBaHHMM  KPOBHU
KPOBETBOPHON CHCTEMBI CpEeJM OCHOBHBIX MOMNYJISIHUNA HaceleHUs
pecnyOnukKe.
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