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AHHOTALIA

Poct 3a0oneBaeMOCTH 3JIOKAYECTBEHHBIMU OIYXOJISIMH, a TaKKe
cBOCOOpa3ue u OCOOCHHOCTH OIYXOJICBOTO MpOIlecca y JeTed MpUBEIH K
pPa3BUTUI0O  HOBOW  HAyKM  JIETCKOM  OHKojoruu.  PernHoOmactoma
(retinoblastoma) — 3o 3;70KaUecTBEHHOE HOBOOOPA30BaHKE, PA3BUBAIOIICECS B
ceryarke riaza. PetnnoOmactoma mopaxaer B OCHOBHOM JieTeld B Bo3pacte oT 0
no 5 ner xwu3au [4]. HecMoTpst Ha TO, 94TO B TOCJEIHUE T'OJBI MOSBUINCH
coobmenuss o pazButum Pb y nmereir crapme 5 nmer, 0COOCHHOCTH TE€UEHUS
OITyXOJIM Y HUX OIMMCAHbI HEIOCTATOYHO YETKO . B HacTosimee BpeMsi H3BECTHO,
YTO Pa3BUTHE PETUHOOIACTOMBI OOYCIOBICHO MYyTallel OHKOCYMNPECCOPHOTO
reHa -Rbl, nmokanM3oBaHHOTO B TPOKCHUMAILHOM OT/ENC JUIMHHOTO TUieua
xpomocombl 13 - (13914.2)[6]. Eme B 1971r. KHyacoH npeioxkuin MoJieib
KaHIIEpOTeHe3a PETUHOOIACTOMBI, COTJIACHO KOTOPOW JUIi BO3HHKHOBCHHS
ONMyXO0JId HEOOXOAUMO MOBpEKIeHHE (MyTaius) oboux amteneii rena- RbI
[1].BepossTHOCTh BO3HMKHOBCHHSI OIYXOJM y HOCHUTEJCH MyTallid TeHa

peTnHOOIacTOMBI (MIEHETPAHTHOCTH ) BhICOKas U coctanisieT 90% [2].

[losyueHHbIe TaHHBIE TIO3BOJIMIM YCTAaHOBUTh, YTO MPU PETUHOOIATOME
JTUCKPUMUHAIIMOHHBIA YPOBEHb XPOMOCOMHBIX aleppauuii y TMalueHToB
coctaBun 11,2% .Yactora cnemuduueckux abeppauuit xpomocom (13Q-) y
oosbHbIX PB coctaBuna 16,7% (5/30), y cubcoB 5,1% (4/78).OctanbHast yacThb
BBISIBJICHHBIX a0eppamuii kak y OombHbIX PB, Tak m y cubcoB Hocwmia
HecTielMpUIEeCKUd  XapakTep, 4YTOOBI pacIeHWBATCS Kak XpOMOCOMHas

HeCTAaOMJILHOCTD.



THE SUMMARY

Disease growth by malignant tumours, and also originality and features of
tumoral process at children have led to development of a new science of
children's oncology. Retinoblastoma (retinoblastoma) is the malignant new
growth developing in a retina of an eye. Retinoblastoma amazes basically
children at the age from O till 5 years of a life [4]. In spite of the fact that last
years there were messages on development retinoblastoma at children is more
senior 5 years, features of a current of a tumor at them are described
insufficiently accurately. Now it is known, that development retinoblastoma is
caused by a mutation oncosupressor a gene-Rbl, localized in procsimal
department of a long shoulder of a chromosome 13 - (13q14.2) [6]. Still in
1971y. Knudson has offered model canserogenez retinoblastoma according to
which for occurrence damage (mutation) both allel gene — Rb | [1]. The
probability of occurrence of a tumor at carriers of a mutation of a gene
retinoblastoma (penetrates) high also makes 90 %. [2].

The obtained data have allowed to establish, that at retinoblastoma
discrimination level of chromosomal aberrations at patients has made 11,2 %.
Rate specific aberrations of chromosomes (13g-) at patients Rb has made 16,7 %
(5/30), at sibs 5,1 % (4/78). Other part of the revealed aberrations both at
patients Rb, and at sibs had nonspecific character, that as chromosomal
instability.
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CIIMCOK YCJIOBHBIX OFO3HAYEHUI

Pb -peruno6mnactoma
JAPB — aBycTOpOHHSS peTuHOOIacTOMa
OPb — ogHOoCTOpOHHSSI peTuHOOIacTOMA
J3H — nuck 3puTensHOro HepBa
HC — nenTpanbHas HEpBHAsI CUCTEMA
B30 — BTOpas 3710KaueCTBEHHAs OITyXOJIb
KT — xommbrorepHast Tomorpadus
MPT - marHUTHO-pe30HAHCHAas TOMOTpadus
PUU — pannon3oTonHOE UCCIET0BAHUE
VY3U — yabTpa3ByKOBOE UCCIICOBAHUE

RE - Reese-Elisworth
HXT — HeoagbproBaHTHAsE XUMUOTEPAITUS
NXT — nHTEHCUBHAs XUMUOTEpPANUs
BXT — BBICOKOI03HAsI XUMUOTEPAIHs
[ICK — nepudepudeckue CTBOJIOBBIE KICTKH
CEV — kapOommaTiH, 3TOMO3U/T, BUHKPUCTHH
JJIT — nucTaHmOHHAS JTy4yeBasi TEparus
CO/l — cymmapHas ouaroBas 103a
JAHK —1y30KkcupUOOHYKIEMHOBAsI KUCIOTA
PHK — pubonykienHoBast KUCI0Ta
MPHK- marpuunas puOOHYyKIEHHOBAs KHCJIOTA

M — oTnanéHHbie METaCTa3bl.
MX — HEZOCTATOYHO JAHHBIX JJIS OLIEHKH OTIAJIEHHBIX METACTAa30B.

Mo — meracTa3oB HET.
M1 — uMmeroTcsa oTaaIEHHBIE METACTA3kI.

ATO® - anenozuntpudocdar


http://prizvanie.su/

BBE/IEHUE

AKTyaJIbHOCTh TeMbl. PocT 3a0oneBaeMOCTH 3JI0KA4€CTBEHHBIMH
OMYXOJISIMHU, a TaKke CBOeoOpa3ue U 0COOEHHOCTH OITyXOJIEBOT'O MIpollecca y
JIETE NpPUBEIM K PA3BUTHI0O HOBOM HAyKM JIETCKOW OHKOJOTMU. B
o(TaTbMOJIOTUN BBIJIETWIACH O(TAITLMOOHKOJIOTHS, B TOM YHCJIE U JETCKasl.
Opraamsanusi 0(QTaIbMOOHKOJIOTHUYECKON CIyKObl M CIEHUAIBHBIX IICHTPOB
CBSI3aHAa CO CHECHU(PUUHOCTHIO TEUEHMSI OIYXOJIEBBIX IMPOIECCOB Yy JETeH,
MEePBUYHBIM OOpaimeHneM OONBHBIX K OQTalbMOJIOTaM, MPUMEHEHHUEM
CTIEIUAIbHBIX JUArHOCTUYECKUX METOJUK I BBISIBICHUS JTOU CIIOKHOM
MaTOJIOTHH OpraHa 3peHus.

BaxxHOCTh M3ydeHus: MpoOJIeMbl PETHHOOIACTOMBI TOATBEPKICHA U
co3ganueM B 1989-1991 r.r. cnenmanbHONW MEXIYHAPOIHOW TpyHIbl MO
nzydenuro peruHoosactoMmbl RISC ¢ nieatpom B Gunanensdun (CIHIA).

PerunoOnactoma (PB) - enwHCTBEHHas 3JI0Ka4eCTBEHHAs OIMYXOJIb
CeTYaTKH, BCTpEYaromasicss B JETCKOM Bo3pacTe. B mocnemnue necartuneruvs
yactota Pb yBemmuunaces 1:34 000 mo 1:15 000-1:20 000 HoBOpOsXKaAeHHBIX [44].
B V36ekuctane 1:220000[5].B mocnennue 10 et HaOMoOgaeTCSA HE TOJIBKO POCT
3a00J1€Ba€MOCTH, HO M YyBEIMYEHHE YaCTOThl OwuiarepaabHbIX (oOpM C
MYJIbTHLIIEHTPUYHBIM ~ pocToM  omyxoym[17]. OtTMmedeHa TEHICHIMS K
"nmoB3pocieHuto" Pb: yBeIMUHMBaeTCA YUCIIO JIETEN CTapuie S JET, CTPAIArOIIH X
PB [13]. ITpumepno B 30 % cirydaeB nporecc ObIBAcT ABYCTOPOHHHUM, HEPEIKO
HOCHUT CEMEHHO-HACIeICTBCHHBIHN Xapakrtep. [22] PerunoOmacToMa cocTaBiisieT
2,5—4,5% Bcex 3710KaueCTBEHHBIX OIMyX0Jieh y aete g0 15 jert. [41,52,66]

HecMmoTpss Ha MHOXECTBO MyOJWKaimid, MOCBsAIMIEHHBIX Pb, mMHOTHE
BOTIPOCHI OCTAIOTCS IUCKyTaOeIbHbIME U HepaspereHusiMu [50]. Het equroro
MHEHHS O (akTopax, BIMSIONMX HA pPa3BUTHE, KIMHWUYECKOE TEYCHHE U
apdextuBHOCTh NeueHuss Pb. Jlanuesie o pocTte 3a0051€BaeMOCTH B PETHOHAX C
MOBBIIICHHON  PaJlMOAKTUBHOCTHIO W HHIAYCTPHATIBHO PAa3BHUTHIX 30HAX

PasSHOPCUYHUBEI. ITo AaHHBIM Pa3HbIX aBTOPOB, Pb OJHWHAKOBO 4YaCTO IIOpPaKacT
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KaK MaJIbYMKOB, TaK ¥ JIeBOYeK [71] ¢ HeOobImM rpeoliajaHieM MaTbuYuKOB
npu cropaandeckux (opmax omyxonu. 3apyOekHBIE aBTOPbI HE OTMEYArOT
0COOBIX pa3IMYuil B pacOBOM MPHUHAJICKHOCTH OOJILHBIX, SHIAEMUIHOCTH 10
Pa3IMYHBIM PETHOHAM M HACEJICHHBIM IyHKTaM [54,59,67].

PernnoG1acToma mopakaeT B OCHOBHOM JieTeid B Bo3pacte oT 0 10 5 yiet
xm3HH. [25,34,11]. HecMmoTpst Ha TO, YTO B MOCJICAHUE TOJbI TOSBHIHCH
coobmenuss o pasButuu Pb y nmereii ctapmre 5 neT, 0COOEHHOCTH TEUCHUS
OTYXOJIM y HUX OTHMCAaHbI HEOCTATOYHO YeTKO. OKa3ajJoCh, YTO YBEITMUUBACTCS
KaK 4MCJI0 3a00JIEBIIMX B CTapIlieM BO3pPACTe, TaK U 4aCTOTa BPOXKIACHHBIX H
nanexo3ameanmx ¢opm Oonesnu [48]. A Mexay TeM, BCe €Ie OTCYTCTBYIOT
METOJIbl paHHEHW TMarHOCTUKHU OITyXOJIH.

K coxanennto, B TIOCIEHHWE TOJbl yTpadeHbl TE€ HABBIKH U
OpTaHW3aMOHHBIE JIOCTIDKEHUS, KOTOPBIC HCIIOJh30BAIMCH paHee TIpH
o0ClIeIOBaHUM  HOBOPOXKACHHBIX B POJJIOMax M IOJUKIMHUKAX.
OdranmpmonequaTpsl HE OCMAaTPHUBAIOT HOBOPOJKICHHBIX B POJIOMax, a B
MOJIMKJIMHUKAX YacTO MPEHeOPerarwT xanrodamMu poauTeNieil Ha KOCorja3ue u
IaXe CBEUYEHHE 3pauka y pebeHka. B pesynpTare moTepu BpeMEHH [1€TH
MOTIA/IAl0T B CHEIHAIM3UPOBAHHBIC KIMHUKU Ha JAIEKO 3aIleIIINX CTagusix
3a00JieBaHMs, YTO OTpPaHUYMBACT BBHIOOP METOJOB JICUCHUS H JIeTaeT
HEBO3MOXXHBIMH OpTaHOCOXpaHHbIe omeparuu. OTCYTCTBYIOT NporpaMma
oOcie10BaHus IeTeH M KPUTEPHH, TIO3BOJISIONINE BBISIBUTH TPYIIIBI PHCKA 11O
peTuHOOIacCTOME, METOIBI €€ MPO(PHUITIAKTHKY ¥ paHHEH JUarHOCTHKH.

B mocnenane roipl MOSBHINCH HOBBIC ITUTOCTATUKH, IO3BOJITIOIINE
pa3pylIUTh MEPBHYHBIA OdYar BHYTPHU TJia3a, HO CBEACHHS O NMPHUMEHSIEMBIX
n03aX W TIPOTOKOJIAX  pa3HOPEYMBBI, HE  BBIpabOTaHa  CcXeMa
OPTaHOCOXPAHSIONIETO JICYEHUS IPH OOJIBIINX U MYJIbTHIICHTPUIHBIX OMYXOJISTX
[54]. Her npomkHOro BHHMMaHHA K COLMAIBHON peaOWIMTAIMU JCTEH,
BBDKUBIIMX Tocie JedeHus. CTONbNPOTHBOPEUYMBBLIC W HEMOJHBIC JaHHBIC
OOBSICHAIOTCS OTCYTCTBHMEM JOCTAaTOYHOTO KIMHUYECKOTO Marepuaia u

KOMIUICKCHBIXMHOTOLICHTPOBLIX HCCJIGI[OBEIHHfI, HCO6XOI[I/IMBIX pIRI| BI)Ipa6OTKI/I
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000CHOBaHHOUW TAKTUKHA OOCJICIOBAHUSA, JICUCHUS W pPEadMIMTANA OOJbHBIX
Pb.Bce BBILLICIIEPEYHUCIIEHHOE 10 {YEPKUBACT aKTyaJIbHOCTH 51
LEJIeCO00Pa3HOCTh UCCIIEIOBAaHUN 110 JaHHOU npoOeme.

Hear  wucciaenoBaHus. PanHsgs  gumarHocThka  OOJBHBIX  C
peTuHOoOIacCTOMOM U TPOTHO3MPOBAHHWE BBICOKOTO pPHCKA Pa3BHTHUSA
PETHHOOJIACTOMBI CPEIH 3JJOPOBBIX POJCTBEHHUKOB TIEPBOM CTEIICHN POICTBA.

3agaum uccJae10BAHNA:

1. Ha ocHOBaHMH IIMTOTEHETUYECKOTO 00cnemoBanus 00JbHEIX Pb 1 ux
POJCTBEHHUKOB BBISIBUTH CTICHIM(PUUECKUE U JUCKPUMUHAITMOHHBIC HAPYILICHUS
CTPYKTYPBI XpOMOCOM TIPU PETUHOOTACTOMBI.

2. [lpoBecTy TeHEOJIOTUYECKUN aHAJIM3 POIOCIOBHBIX.

3.0mpeneneHee rpymimbl BEICOKOTO PUCKA ITO HACTICICTBEHHO U MTATOJIOTHH.

IIpakTHYeckas 3HAYUMOCTD.

[IpoBeneHHBIE  T'€HETWYECKHWE  aHAIM3bl  JaayT  BO3MOXKHOCTH
IpEICKa3bIBaTh POXKICHUS pEOCHKA C ATOHM MaToJIOTHEH. DTy BO3MOXKHOCTH
MOXHO OyJeTh NMPEMUHAT B TCHETUYCCKOW KOHCYJIBTAIMU M IPETYIPEKIATh
poXaeHus peOCHKA C TAaHHBIM 3a00JICBaHUEM

Hayuynasn wHoBu3Ha. [lomydeHHbIe MaHHBIE B XOJI€ ASKCIEPHUMEHTOB
pacumpsT TPEACTABICHUS O BO3HUKHOBEHWU W PA3BUTHUU PETUHOOIACTOMEI.
YTOYHHUT POJIb TEHETHUECKUX (PAaKTOPOB B BOZHHUKHOBEHHUH JAHHOU MATOJIOTHH
cpeau y30€KCKOUW MOMyJIsIUK.

O0beM U cTpyKTypa auccepranuu. Jluccepramms wusjoxkeHa Ha 70
CTpPaHMIIAX KOMITBIOTEPHOTO TEKCTa M COCTOMT U3 BBEISHHUS, 0030pa
JUTEpaTypbl, MaTepHaJOB H  METOJOB  HCCIICAOBAaHUS, PE3YJIbTaTOB
WCCIICIOBAHNUM, 3aKJIIOUYCHUS W BBIBOJOB. JlpiccepTamus WLIFOCTpHUpOBaHa 5
tabmmmamu 1 19 pucynkamu. bubmmorpaduyeckuii yka3zarenb BKIIOYaeT — /7

HUCTOYHUKOB, U3 KOTOPHIX — 41 pyCCKOA3BIYHBIX U 38 - TaTbHETO 3apyOeKbsl.



I'JIABA 1. POJIb MYTAIIMI B KAHIIEPOT'EHE3E

[ToBpexnenus reHa pS53 UTParoOT LEHTPAJIbHYIO poJb
B KaHIIEPOTEHE3€E YelloBeKka. ToueyHble MyTallul M JeNelud reHa pS3
HabmoatoTcest mpuMepHo B 50% ciiydaeB 3JI0Ka4eCTBEHHBIX 3a00JICBaHUM, XOTsI
4acTOTHI MOBPEXKICHHUI BapbUPYIOT B 3aBUCUMOCTH OT THIIa omyxosu [56,76,].

B omimmuunum ot gukoro pS53, MyTaHThl 00J1a1atl0T CBOWCTBAMH OHKOTEHOB '
TOYECUHbIE MYTaHTbI MOTYT UMMOPTAIM30BaTh
nepBuuHbIe PuOpooIacTel [34,45,66] u koomepupoBaTh C OHKOTCHAMH B
IKCTIEPUMEHTAX 10 TpaHcopmaruu kierok [12,32,54]. MyranTtHbIl p53 Moxer
BHOCHTH BKJIQ]I B pa3BUTHE KaHIleporeHe3a J1udo NOCPEACTBOM
WHAKTUBUPOBAHUS NUKOTO P53, nMuOO BCIEACTBUM MPEOOPETEHHS] UM HOBBIX
OHKOTEHHBIX CBOMCTB (Tak Ha3biBacMbIe "gain of function" myrammu ).

HcnenoBanus mOCHEOHUX JIeT TOKa3alk, YTO MyTaluu TeHa pS3 -
HanOojiee paclpoOCTpaHEHHAss 4YepTa pa3MYHBIX OIYyXOJed ueJoBeKa.
B kapumHomax OonpmmHcTBO — MyTammid  (75-80%)  SABISIIOTCS MUCCEHC-
MyTalUsIMU , TIPOJYKT KOTOPBIX - J€(PEKTHbIA OENoK; BTOPOM aliellb B 3THUX
KJIeTKaX, Kak npasuio, aenerupoBad ( Shields C.L. 2004)

B capkomax Hapsigy € MHCCEHC-MYyTallMsIMM BCTPEUAIOTCS JAENelUH
WHCEPIIMU U TiepecTpoiiku reHa p53[57,64,67].

B capkoMax dYacTto coXpaHsAe€Tcsi HEMYTUPOBAaHHBIK p53, d4TO
COMPOBOXKAACTCS ~ aMIUTM(PUKAIMSIMU ~ OHKOTEHOB, TMPOJYKTHl  KOTOPBIX
UHAKTUBHUPYIOT P53 [19]

[Mpupona myrammii, HaOMIOIaEMBIX B JIOKyce P53, MO-BUAUMOMY, 3aBHCHUT
OT TKaHEBOW CHEHU(PUKU OMyXOJU. DTOT (PaKT MOXKET OBbITh CIIEICTBUEM
CEJIEKLIUM ONPENEICHHbIX THUIOB MYTAaHTHBIX OEJIKOB B KapUMHOMAX, WJIH
OTpaxkaTb MEXaHW3M MyTareHe3a, KOTOPBIM, IMO- BUJIMMOMY, PAa3jMY€H B
KJIETKAaX pa3JIMYHbIX TUIIOB TKaHel. MUCCEeHC- MyTaluu pS3 4acTo BCTPEUYarOTCs
npH KapupHoMax mMo3sra [73,75], kapuuHomMax MOJIOUHOM kefe3nl [65,68,74]

, kKapimHoMax nuieBoal34,45.65]


http://humbio.ru/humbio/01122001/canc_sv/00014b2c.htm
http://humbio.ru/humbio/01122001/canc_sv/00036bbb.htm
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http://humbio.ru/humbio/har/00000839.htm
http://humbio.ru/humbio/moldiagn/0001dd28.htm
http://humbio.ru/humbio/01122001/canc_sv/00032956.htm
http://humbio.ru/humbio/oncogenetics/x00aaa8d.htm
http://humbio.ru/humbio/oncogenetics/x00aaa8d.htm
http://humbio.ru/humbio/cytology/00292133.htm
http://humbio.ru/humbio/har/0054bac7.htm
http://humbio.ru/humbio/cytology/x02b35e6.htm
http://humbio.ru/humbio/canc-horm/0005896c.htm
http://humbio.ru/humbio/cytology/x02ba76a.htm

, KapImHOMax xemyaka [65,74], kapuuHomax nedenu [45,61], kapuuHomax
aerkux [54], kapuuHOMax TUMQPOUTHOM cuctembl [38], kapurHOMAax
SUYHUKOB, KAPIIUHOMAX MPOCTATHI . BOJBIIMHCTBO M3 ATUX MyTallMil HAXOJAATCS
B BBICOKOKOHCEPBATUBHBIX 00J1acTsAX reHa. Yailie 1pyrux BCTpEeYaroTCss MyTalluu
B 175, 248, 249, 273, u 282 xonoHax (Tak Ha3bIBaeMbIX "TOPSYHUX TOYKaX"
MyTamii p53).

Pazmuunble KkieTku (WM TUNBI TKaHEW) XapaKTepPU3YIOTCS CBOUMH
XapakTepHbIMU TOPSIYMMM TOYKamMu MmyTtauumii pS3. Hampumep, B omyxoJsix
MEYCHHU y TAIMEHTOB W3 10KHOTO Kwras mnmm roxHOM Adpuku myTarmus pS3 B
249 xomone HaOmomaercs HambOosee dyacTto (53% wu3 BCeX PacCMOTPEHHBIX
npumepoB) [44,56,75]. OnHako HE SICHO, SIBISIETCS JIM MPEINOYTHTEILHOCTD
3aMEH aMHHOKUCJIOT IO OMPEAEICHHBIM KOJOHAM B pS3 pe3yJIbTaATOM CEJICKIINH
CreqU(pUIHOTO0 MYTAaHTHOTO ajUieNii B KJIETKaX II€UEeHU, WIM K€ 3TO
MOCJIE/ICTBHE BO3JICUCTBUSA OMNPEACIEHHOIO0 Kjacca MyTareHoB. B moib3y
BTOPOM TUIOTE3bI TOBOPUT TOT (PaKT, YTO B Cydae paka JETKHX MPUMEPHO C
PaBHOM 4aCTOTOM BCTPEYAOTCS KaK TPAHCJIOKAIMK , TAK U TPAHCBEPCHH B pS53
JIOKyC€, B TO K€ BpPEMS OMYXOJSIM TOJICTOW KHIIKHCBONCTBEHHBI TOJIbKO
TpaHcaokanuu pS3. [pupoa Bo31€iC TBYIOIINMX HA SMUTENNNA JETKUX U TOJICTOM
KHILIKA MYTareHOB pa3JinyHa.

Kpome comarnueckux myranuid B reHe pS53, koTopble 0OHapyxeHbl B 50-
60% M3BECTHBIX 3JIOKAYECTBEHHBIX OIYXOJSIX YEIOBEKa, pS53 MyTauuu
BCTPEUAIOTCA U B KJIETKaX SMOPUOHATILHBIX JIMHUN OT MAIMEHTOB ¢ CUHAPOMOM
JIu-®Opaymenu [42]. Cungpom Jlu- PpaymeHu SBISCTCS HACICACTBCHHOMN
MPEIPACTIONOKEHHOCTBIO K BO3HUKHOBEHUIO U Pa3BUTHUIO  PA3JUYHBIX
3JI0OKAYECTBEHHBIX HOBOOOpAa30BaHWM, UTO, TMO-BUJUMOMY, CBS3aHO C
nepeaaBaeMbIM BPOXKIASCHHBIM JiepekToM OomHOTO M3 amiened pS3. Jlia atux
MAIMCHTOB XapaKTepHbI KaK MHCCEHC- TaK M HOHCeHC-MyTanuu pS53[32,65,70].
WuTepecHo, d4YTO0 y DAnUeHToB ¢ cuHApoMoM JIm-@Ppaymenum yame
BO3HUKAIOT OCTEOCAPKOMBI , a TaKXKE aJ[CHOKOPTUKOUHbIE KapUHUHOMBI , PaK

MOJIOYHOM  JKENE3bl MIMpaK Mo3ra. Pak  TOJCTOM  KHIIKM , KOTOPBIU
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http://humbio.ru/humbio/cytology/x02ba706.htm
http://humbio.ru/humbio/biochem/purines/x01ba53f.htm
http://humbio.ru/humbio/cytology/x02ae5aa.htm
http://humbio.ru/humbio/cytology/x02ae5aa.htm
http://humbio.ru/humbio/cytology/x02ba724.htm
http://humbio.ru/humbio/micoplasm/00041d51.htm
http://humbio.ru/humbio/micoplasm/00041d51.htm
http://humbio.ru/humbio/har/0050f62b.htm
http://humbio.ru/humbio/har/002563bd.htm
http://humbio.ru/humbio/har/002563bd.htm
http://humbio.ru/humbio/har/004e9c1f.htm
http://humbio.ru/humbio/mutation/0008a227.htm
http://humbio.ru/humbio/genexp/x00a9377.htm
http://humbio.ru/humbio/har/00513459.htm
http://humbio.ru/humbio/oncogenetics/000ed398.htm
http://humbio.ru/humbio/oncogenetics/000ed398.htm
http://humbio.ru/humbio/rett/00015c6f.htm
http://humbio.ru/humbio/cytology/x0113d0c.htm
http://humbio.ru/humbio/cytology/x02ba6de.htm
http://humbio.ru/humbio/canc-horm/0005896c.htm
http://humbio.ru/humbio/canc-horm/0005896c.htm
http://humbio.ru/humbio/har/0026f48c.htm
http://humbio.ru/humbio/har/00513459.htm

XapaKkTepU3yeTCs BBICOKUM YPOBHEM COMAaTUYECKUX MyTaluil p53, BcTpeuaercs,
HaNpoTUB, oueHb peako [50].

PasButie =~ TEXHOJOTMM  TPAHCTEHHBIX  KMBOTHBIX  IIO3BOJIAJIO
CMOJIEIMPOBATh MPOLECC BIMSAHUSA HACIEAyeMOM MyTauuu pS3 B OJHOM H3
ajyiesied Ha BO3HUKHOBEHHME OmMyxoJied. B oTiimume oT KOHTpOJbHBIX, ¥ 20%
TPAHCTE€HHBIX MBIIIEH, HECYIIMX JOIOJIHHUTEIbHBIA MYTaHTHBIA auienb pS3,

BO3HHUKAJIU 3JI0KaYECTBEHHBIE OIyX0JIH B 6-9 MecssiuHOM Bo3pacte[53] .

2.2THOJIOTHS ¥ TIAaTOT€HE3 Pa3BUTHS PETUHOOJIACTOMBI

PerunoGnactoma SBISIETCS BPOXKIEGHHOW OMyXOJbIO, XOTS PEIKO
JUArHOCTUPYETCSI K MOMEHTY pOKIeHus peOeHka.PernHoOmacTomMa MOXKeT
BO3HHMKATh CIOPAAMYecKu (CIy4aiHO), HO MOKET ObITh U HACJEICTBEHHOM.
Pernno6mactoMa umeer B OOJIBIIOM MPOIIEHTE CIYyYaeB YETKUE T'€HETHUECKUE
MOJIOMKH, BBISIBJIsIEMbI€ B 0J1HOU U3 13-0i1 mapel xpomocom (red RB1)

WnentuduurpoBaHbl Te€HBI, BPOKICHHBIE MYTAIlUH KOTOPBIX MPUBOJIAT K
Pa3BUTHIO HACIIEICTBEHHBIX U CEMEHHBIX (POPM 3JI0Ka4eCTBEHHBIX omyxoJieil. K
TaKUM TE€HaM OTHOCHUTCS TeH peruHoOmacTombl (Rb), mpu TepMuHAILHBIX
MYTalMAX KOTOPOT'O Pa3BUBACTCS BPOKIEHHAs (popMa peTUHOOIACTOMBI .

I'en Rb kaptupoBan. [{uToreneTnueckue METOIbI MOKA3aJId, YTO MHOTHE
CJIy4au HacJEACTBEHHBIX U CTIOPAANUECKUX (hOPM COMPOBOXKIAIOTCS JIEIEIUeH B
yuactke 13ql4 xpomocomsl uenoBeka[l14,45,64]. Hcnonbp3oBaHWe TECHO
CUEIUIEHHOTO ¢ TeHOM Rb rena, kogupyromiero ¢gpepment screpasy D, a Taxxke
CUHTCHHBIX  TOJMMOPQHBIX  PECTPUKIMOHHBIX  (parmentoB  (RFLP ),
NOATBEPAWIIO JIoKau3amuio reHa Rb B nokyce 13914 .

benkoBbIii mpoaykT reHa Rb koHTponmpyeT mpoaBHKEHUE KIETKU IO
uuKny aencHus. Perymsius ¢yakuum pRb (Oenka, xogupyemoro reaom Rb )
OCYIIECTBIISIETCS IyTeM ero (ocdoprmpoBanus-aehochopumpoanus [60]. B
Henemammxcs kierkax (GO) pRb nepochopunmposan. B G1 on nocrenenno
dochopunmpyercs u B runepdocHopUIMPOBAHHOM COCTOSIHUH IEpeceKaeT

"rouky pectpukuun", oraensaronryto G1 ot S-¢dassl - pa3el cunreza JJHK. 3arem
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http://medbiol.ru/medbiol/har/0052d492.htm
http://medbiol.ru/medbiol/oncogenetics/x00eac5e.htm
http://medbiol.ru/medbiol/slov_sverd/00002695.htm
http://medbiol.ru/medbiol/cytology/x005b7ce.htm
http://medbiol.ru/medbiol/oncogenetics/000f1273.htm

pRb nmedochopmwmpyercss - A0 Hadaga HOBOTO MHUTOTHYECKOTO ITUKJIA.
AKTUBHOCTb dochopunrpoBanus onpenesieTcs: HUKINHOM D,
B3aUMO/ICHCTBYIOIIMM C MUTOT€HHBIMU cUTHaTIaMu. MyTtanuu pRb nenatot stot
O€NIOK HE3aBUCHMbBIM OT MUTOTE€HHBIX CUTHAJIOB, CO3JAI0IIMM HEMPEPBIBHOE (U
NOTOMY HEPEryJMpyeMoe) MNPOXO0XKJIECHUE KIETOK CETYaTKU MO IHKIY, YTO
JISKUT B OCHOBE BO3HUKHOBEHHSI PETUHOOJIACTOMBI .

PazButHe peTnHOOIaCTOMBI CBSI3aHO C MOTEPEH WM MHAKTUBAIUEH 000MUX
aimieniet rera. Tak, eciii B HOPMaJIbHBIX KJIETKaX OOJBHOW C Te€TePO3UTOTHOU
neneunen no ydactky 13q14 ypoBenb akTuBHOCTH 3cTepasbl D coctasisit 50%
HOPMAaJIbHOW aKTHUBHOCTHU (PEPMEHTa, TO B KJIETKaxX PETHHOOIACTOMBI TOM XKe
00JibHOM (hepMeHT He BhIsBIsUICS. [Ipr 3TOM npou3onuia noTepsi FOMOJIOTHYHOM
xpoMocoMbl 13, He conepikaieit nenenun [54,58,66]. Mcnonbs3opanne RFLB,
CUHTEHHBIX C TeHOM Rb, moka3ano moTepro rerepo3UroTHOCTH MO Y4acTKy
13q14 Bo Bcex Mcclie0BaHHbIX ommyXxosx []32,65,73].

I'en Rb Obu1 KJIOHUPOBaH U cekBeHupoBad [43,51,63,73].

Anaym3 rena Rb yemoBeka 1mokasai, 4To 3TOT I'€H MMEET OUYeHb OOJIBbIIIE
pazmepnl (200 k0). OH comepxut 27 AK30HOB W KOIUPYET SACPHBINA OEIOK
RB [14,63,75].

OTHIOOb HE TOJBKO JENEUMU MPUBOIAT K NOTEPE IETEPO3ZUTOTHOCTH IIPU
petrHOONIacTOME. BbliM BBISBIEHBI CaMbl€ pa3HbIe U3MEHEHUS B JIokyce 13q14.
[lomumo moTepu 1emOl XpoMocombl 13, BCcTpeyanuch AENELMH Pa3HbIX
pa3MepoB, pa3JIMYHbIE CTPYKTYPHBIE MEPECTPOUKM M TOUEUHBIC MYTaIUH
[43,44,65].

I'ern Rb skcnpeccupyercs Bo Beex TkaHsax, kogupys MPHK pasmepom 4,7
k0. [Ipu pa3nuuHbIX MyTallMOHHBIX U3MEHEHUSIX TpaHCKpUNThl Rb mubo BoBce
HE BBISBISIJINCH, TMOO MIPUCYTCTBOBAIM aHOMAJIbHBIE (YKOPOUYEHHEBIE, truncated )
MPHK, B To Bpems kak B HOpMaIbHBIX TKaHSX TeX € OOJbHBIX M B KIIETKaX
IpYruX TUTMOB OMyXoJiel (HelHpoOIacTOMbl, MHUETIOMBI U Ap.), PUCYTCTBOBAI
HOpMalbHBIA TpanckpunT[34,51,58]. D10 sBieHMEe HAOMOJANOCh Kak MpH

HACJEACTBEHHOM, Tak W 1pu  crnopaaudeckod  ¢opmax. Iloteps
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http://medbiol.ru/medbiol/canc_2010/00018df4.htm
http://medbiol.ru/medbiol/har/0052d492.htm
http://medbiol.ru/medbiol/har/0052d492.htm
http://medbiol.ru/medbiol/cytology/00264e67.htm
http://medbiol.ru/medbiol/cytology/00264e67.htm
http://medbiol.ru/medbiol/slov_sverd/00017a45.htm

reTepO3UrOTHOCTU MOXKET BO3HUKATh TAKXKE B PE3yJbTaTe TAKUX COOBITHI, KaK
HEpPacXOXKICHUE, MUTOTUYECKAsT pPEeKOMOUHAIMS, TeHHAs KOHBEPCHS, a TaKkxKe
UMIIPUHTHUHT (Imprinting).

[MpumepHo y 50% TreTepo3UroTHBIX HOCUTENEH TepMHUHAIBHOW MyTalluu
BO3HUKAaeT peTuHOOJIaCTOMA, T.€. 3Ta 4YacToTa HAa MHOIO MOPSJIKOB
MPEBBIIIAET TEMIT CIIOHTAaHHOTO MyTUpOBaHus reHa Rb . [lo-Bungumomy, yactora
BTOPOT'O COOBITHS, MPUBOISAIIETO K TOMO3UTOTHOCTH ( WM T€MU3UTOTHOCTH)
SBJIACTCS PE3yJILTATOM CyMMAapHBIX YaCTOT BCEX MEPEUUCIICHHBIX MEXaHU3MOB.

COBOKYIMHOCTh TOJIy4€HHBIX JaHHBIX MOJHOCTHIO MOATBEPANIIA TUIIOTE3Y
Knudson 06 eamHOM MexaHM3Me BO3HMKHOBEHHUS HACJEICTBEHHOM WU
CIIOPAaUYECKONd (QOpPM PETHMHOOJACTOMBI, CBSI3aHHOM C yTparod WiIu
MHaKTHBalMe reHa Rb, T.e. BO Bcex ciyyasix C MOTEped TIE€HETUYECKOM
unpopmarmu.  Takum  oOpa3omM, ecid Ha  YpOBHE  OpraHuM3Ma
NPENpaCHONIOKEHHOCTh K PETUHOOJACTOME HACJEAyeTCsl Kak JOMUHAHTHBIN
MPU3HAK, TO HA KJIETOYHOM YpoBHE MyTauuu Rb penieccuBubl. OTcIoaa cienyer,
YTO OMYX0JICOOPA30BAHUIO MPEMATCTBYET JOMUHAHTHBIA HOPMAIbHBIN ajlienb,
KOTOPBIN 00J1a1aeT CYIIPECCOPHBIM JESHCTBUEM.

I'em permnoOmactomer ( Rb rTeH ) ObUT  OTKPBIT TEPBBIM
U3 aHTHOHKOTEHOB U fABJISIETCS HanOoJsiee W3BECTHBIM U3 HUX. TeM He MeHee,
MEXaHM3M TIOJIaBJICHUSI pPOCTa KJIETOK TeHoM Rb ocrtaercs HesceH.
CymectBoBanue Rb rena Obulo BrepBble mpeanoioxkeHo A. KHyacoHoMm.
BriocnenctBuu ObLIO MOKa3aHO, YTO Pa3BUTHE PETUHOOJACTOMBI BbI3BIBACTCS
MyTalMell B T€HE, MMEIOIIEM XpOMOCOMHY0 Jokamu3aimio 13014 [11,43,54]
Myrtaiuu reHa Rb, mpuBojsiiue K €ro WHaKTUBAIIMHU, CBSI3aHBI C Pa3BUTHEM
pana omyxojeld. Y MalMeHTOB C PETUHOOIACTOMON MyTanuu reHa Rb Obumm
Hawensl B 100% ciyuaes [66,71]

Crnenyer OTMETUTh, YTO B OTIIMYUHM OT OHKOTEHOB , TJI€ IJISl Pa3BUTHUSA
OITyXOJIU MOKET OBbITh TOCTAaTOYHO MYTAllMU B OJHOM ajuiefie, JJisl Pa3BUTHUS

PETUHOOJIACTOMBI JOJDKHBI OBITh MHAKTUBUPOBaHbI 00a aivtens Rb rewna.
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http://medbiol.ru/medbiol/oncogenetics/x00eac08.htm
http://medbiol.ru/medbiol/epigenetica/001414bd.htm
http://medbiol.ru/medbiol/epigenetica/001414bd.htm
http://medbiol.ru/medbiol/oncogenetics/000de07a.htm
http://medbiol.ru/medbiol/cytology/x005b7ce.htm
http://medbiol.ru/medbiol/01122001/canc_sv/00036bbb.htm

MyTtanmonHass wHakTHBamusi TeHa Rb oOHapykeHa Takke B Takux
OTYXOJIIX, KaK MEJIKOKJIETOYHasl KaplIMHOMa JIETKHUX, 0CTEOCapKOMa,KapIIMHOMA
MOYEBOTO My3bIpsI U KapIIMHOMA MPOCTATHI .

Beenenune axktuBHOro Rb reHa B TpaHCOpMUpPOBAHHBIE KIETKU C
nedexktHpiM Rb BO MHOTHX Ciy4asx BeAeT K MOJABJICHUIO 3JI0KA4ECTBEHHBIX
CBOMCTB, BKJIFOYasi CIOCOOHOCTH BBI3BIBATH OMYXOJIM y MBIIIEH C 0CJIa0JICHHBIM
umMmyHuTerom [69].

[lomumo yenoBeka, Rb ren ObLT BBIJENEH Y HEKOTOPHIX APYTUX BUIOB
MI03BOHOYHBIX, BKJIIOUAast MBIIIIb, IbIIUICHKA U JIArymKy [54,62,66,71].

Meinmsbid Rb ren romonorndeH denoBedeckomy Ha 88%, mpuueM o
UJICHTUYHBIM AMWHOKHUCJIOTHBIM OCTAaTKaM Tromojorusi coctaBisier 91%
[51,65,76]. YV MbIIeid, reTepo3UroTHBIX MO0 MyTaHTHOMY Rb reHy, ¢ BBICOKO
4aCTOTOM pPa3BUBAIOTCA OMyXOJM Trunoduza, g KOTOPHIX XapaKTepHA
WHaKTHBaIMs 00oux aeneir Rb rena [39,63]

bruto mokazano, uto Rb reH skcmpeccupyercss BO BCEX HOPMAaJbHBIX
tkausx [56]. OmHako, TOJNBKO B HEKOTOPBIX TKAHAX HHAKTUBAIMS O0OMX
ajuteniel MPUBOJAUT K HEKOHTOJIMPYEMOMY POCTY.

[Ipenmomnaratot, 4To Rb sBIsieTcss KIIFOUEBBIM AIIEMEHTOM M3 HECKOJBKHX
cucTeM perymsaiuu pocta. [lo-BUIMMOMY, B Pa3IMYHBIX TKaHSAX Pa3JIMYHBIC
CHUCTEMBI JIEUCTBYIOT C pa3inmdHOU 3(D(PEKTUBHOCTHIO, MOATOMY TOJBKO B
HEKOTOPBIX THUIAX KJIETOK cucTteMa Rb He nmybmmpyercs ApyruMu CUCTEMaMHU
KOHTpOJIsi pocTa. Kpome Toro, mpeanosiaratoT, 4TO WHAKTUBAIUS cUCTeMbl Rb
MOYKET CTIOCOOCTBOBATh MPOMOTHPOBAHUIO KAHIIEPOTEHE3a B KJIETKaX, KOTOPHIC
OOBIYHO PE3UCTEHTHHI K TpaHCopMalluu 3a cUeT MHakTuBauu Rb, eciu yxe
MPOM3O0IIO MOBPEKIACHUE OJHOTO WM HECKOJBKHUX JIPYTHX PETrYJIHPYIOIINX
Mexann3mMoB[31].

[lokazaHo, 4YTO TMOBBIIMICHHAs OJKcupeccuss Rb rema mopaBisier

pocT pubpo61acTOB YENOBEKA, a TAKKE KICTOK DIMUTENNS MOJIOTHOM JKEJIE3HI .
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http://medbiol.ru/medbiol/cytology/x02ae5aa.htm
http://medbiol.ru/medbiol/har/00550401.htm
http://medbiol.ru/medbiol/har/00024171.htm
http://medbiol.ru/medbiol/har/00024171.htm
http://medbiol.ru/medbiol/har/0050f62b.htm
http://medbiol.ru/medbiol/eclin/00006885.htm
http://medbiol.ru/medbiol/cytology/x026e3f0.htm
http://medbiol.ru/medbiol/ind_cyt/000173cd.htm
http://medbiol.ru/medbiol/02022001/cytosk_new/0001baf4.htm
http://medbiol.ru/medbiol/01122001/canc_sv/x001a818.htm

BBenenue nomosHUTENbHBIX KOomUid Rb reHa B TpaHCTeHHYIO MbIlIb,
noBhIIIatoIIee dKcTpeccuto Rb B 2-3 pasza, mpuBOAUT K YMEHBIIICHUIO pa3MEpPOB
»KUBOTHBIX [19,32,49]

HccnenoBanus rera Rb u ero 6enka npusenu [13] kK mocTpoeHHI0 MOIeIH
poiu Rb B perymnsinuu KJ1€To4HOTO LUKIA .

Jlokyc RB1 pacnionosxen Ha xpomocome 13 u 3annmaer okosio 200000 . H.

OH comepXuT 27 3K30HOB, JJIMHA HHTPOHOB BapbupyeT OT 80 1m.H. (MHTpOH 15)
10 60000 (uatpon 17) [66,69,74,77]

3. @OopMBI U CTAJTUHM PETHHOOJIACTOMBI
PaznuyaroT ATk CTaguil pa3BUTUA OITYXOJIH:
1) naTeHTHY1O;

2) HaYaIIbHYIO;

3) pa3BUTYIO;

4) najeko 3ale/Iyio;
5) TepMUHATIBHYIO.

JUis naTeHTHOM CTaauM PETHHOOJIACTOMBI XapaKTepHbl TaKHE pPaHHUE
KOCBEHHBIC NPU3HAKM, KaK OJHOCTOPOHHEE PACIIMPEHUE 3padka, 3aMEJICHHUE
WIM OTCYTCTBHUE €r0 PEaKIMU Ha CBET. bosiee BhIpaxkeH ObIBAeT HE MPSMOH, a
COAPYKECTBEHHBIN 3paukoBbld peduexc. Moxer ObITh yMEHbIIEHA TIyOHHa
nepefHed KaMmepbl. OTH NPU3HAKM MOTYT COYETaTbCsl C HEOOJbIIMMU
W3MEHEHUSIMH Ha TJIA3HOM JHE.

HauanbHast cTanus Xapakrtepuszyercss TeM, 4YTO NpH O(TalbMOCKONUU Ha
IJIa3HOM JHE OOHApYKUBACTCS JKEITOBATO-OENbIii odar ¢ HEYETKUMHU

KOHTYpaMH, 4aCcTO MOKPHITHIHN cocynaMu ceTuatk. Bokpyr ouara HaOmogarorcst
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http://medbiol.ru/medbiol/cytology/00264e67.htm
http://medbiol.ru/medbiol/cytology/0030c982.htm
http://medbiol.ru/medbiol/cytology/0030c982.htm
http://medbiol.ru/medbiol/02022001/db_alphoid/x00126f7.htm

MEJIKUE OYaKKU-CATEIUIUThl. POCT OmMyXoJiM MPUBOJUT K aMaBpo3y (CJEnoTe).
Onyxoap MOXET pacupOCTPaHATHCA B CTEKJIOBHUIHOE TEIO B BUIE CEPOBATO -
OeJIbIX, MHOT/IA JKEITOBAThIX WM 3€JICHOBAThIX MacC ¢ HEPE3KUMH I'paHUIAMHU,
HAa  TOBEPXHOCTH KOTOPBIX BUIHBI Temopparuu. PermHoOmacToma
oOHapyXuBaeTcs Npu OOKOBOM OCBELICHWH W HEBOOPYKEHHBIM TJIa30M IO
JKEITOMY CBEUECHMIO 00JslacTh 3padyka. VIMEHHO MOCHEeTHUM CUMIITOM OOBITHO
3aCTaBsieT PpOJWTENeH ToKazaTh peOeHka okymcty. Ilporecc moxer
pacupoCTpaHsATbCI 10 cerdaTtke (IK30(UTHBIH POCT) W B CTOPOHY
CTEKJIOBUAHOTO Tenma (PHAOMUTHBIA pocT). [losBiaeHMEe OTCIONKHA CeT4aTKh
3aTPyAHSAET JUATHOCTUKY.

Pa3Butast ctagus (cTagusi TJIAyKOMBI) XapaKTEPU3YeTCsl POCTOM OMYyXOJU U
YBEJIMUEHHUEM OOBbEMa COJEPKUMOrO TJla3a, 4YTO HEPEAKO NPHUBOJHUT K
MOBBIIICHUIO BHYTPUIJIA3HOTO JaBjeHus. [Ipu 3ToM BO3MOXHBI 001 B TIa3y,
3aCTOMHAs WHBEKIHS, OTEK POTOBUIIbI, YMEHBIIICHUE TIIyOMHBI M TTIOMYTHEHHE
BJIaru nepeaHed kamepsl (MCEBAOTUNO-NMOH) B CBA3U C TEM, YTO OTIECIbHbIE
YacTULIBl ONYXOJIA OTPBIBAIOTCSI M PACCEMBAIOTCS BHYTPH IJa3a. 3padyok
pacllMpeH W HE pearupyer Ha CBeT. B OTAENbHBIX CllydasXx B PayKKe
0OHApYKUBAIOT UMIUIAHTA-ITMOHHBIC y3EJIKH, HAITOMUHAIOIIHE TyOepKyJIe3HbIC.

HManexko 3awmenmas craauss (cTtaaus  IOpopacTaHus). OTOM  CTaguu
pPETUHOOIACTOMBI MPUCYILE NPOPACTAHUE OMYXOJM 3a MPENebl TJIa3HOTO
s10JI0Ka, Yyalie CKBO3b CKJIEPY, BAOJb COCYJO0B, Yepe3 000JOUKU 3PUTEILHOTO
HepBa U T. 1. [IpopacTaHue omyxoJiM K3aau OPOSIBISETCS 3K30(PTaIbMOM C
OTpaHUYECHHEM ITOJBWKHOCTH TJja3a, PaclpOCTPaHEHHE IMpOoLEecca B MOJOCTh
yepena BbI3bIBAECT PACIIMPEHUE KaHalla 3PUTENbHOTO HEPBA, BBISBIKIEMOE HA
pEHTrEeHOTpamMMe.

B TepMuHaTbHONM CTaguu (CTalUM METACTAa30B) OMPEACISIOTCS YBEIUYECHHBIC
HIeHHBIC, TOMYEIIOCTHBIE JMM@ATHUYECKUe Y3JIbl, CO CTOPOHBI TIJja3a
HaOJTI0IAl0TC ST JaTbHENIE TpyOble HK3MEHEHUS BIUIOTH JI0 paciajga 000JI0YKH U
pesuaiiiiero sk30(TasbMa (I71a3 BBIBUXHYT). BBIABIAIOTCS OIMYXOJICBHUIHBIC

oOpa3oBaHusl B KOCTAX uepena, ObIBAIOT YBEIWYEHBI W OYrpUCTHI II€UEHb,
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celie3eHKa, MOYKU U Apyrue opranbl. [Ipoimecc compoBoxmaercsi 00JIEBBIM
CUHIPOMOM, HauaJIOM KaXxeKCHH, U3MEHEHUSIMU KapTUHBI KPOBH.

Kimnunueckass kaptuHa. PernHoOnmactoma MoeT ObITh OJHOCTOPOHHEH H
JBYCTOPOHHEN. [[ByCTOpOHHHE OITyX0JIM YaCTO COYETAIOTCS ¢ MUKpoOLe]aIen,
He3apalleHueM HeOa U IpyruMH NopoKamMu 3SMOpHUOHAIBHOTO pa3BuTus. Hauano
3a00JieBaHUsST  OOBIYHO MPOXOAUT He3aMeTHO. [IepBBIM  KIMHHMYECKUM
CUMIITOMOM MOET OBbITh TMOHWKEHHE OCTPOTHI 3peHus. MHorna paHHUM
KIMHUYECKUM TPU3HAKOM OJHOCTOPOHHEIO TMOPAXEHHUS MOXKET OBITh
KOcorja3ue. 3areM MPUCOEIUHUTCS H3MEHEHHUE IIBeTa TIJja3a (PKeITOBATHIM
pediekc), HabmomaeMoe B TTyOWHE TJ1a3HOTO S0JI0Ka U BUIUMOE Yepe3 3pauokK
(Tak Ha3bIBaEMbIN aMaBPOTUUYECKUHN KolIauuii ri1a3). Takoe sBjIeHHE BO3ZHUKAET
U3-32 HAJIMYMS TJIIMOMATO3HBIX Y3JIOB HAa CETYATKE M 3aCTaBIIET POJUTENEH
pebenka oOpartuthest K Bpauy. OMyXoJib OTIIMYAETCS] MEAJIEHHBIM POCTOM.

B kimHuke petnHo0IacTOMBbI PU OOBEKTUBHOM UCCIIEIOBAHUM TJIA3HOTO JHA
pazIMyaroT YeTblpe CTAAUM.

Ha mepBoii cTtanuu BUIHBI pEeTUHABHBIE OEI0BATO-PO30BBIE OYAru C TJIAJAKUM
WIA HEPOBHBIM penbedoM, HOBOOOPA3OBAaHHBIMU COCYAaMH U CEPHIMHU
ydacTKaMH KalbIM(pHUKaTOB. PazMepbl uX HE MPEBHIIIAIOT OJHOTO KBaJpaHTa
IJIa3HOTO JTHA, OKPY’KAIOILIME TKAHU HE U3MECHEHBI.

Ha BTOpO¥ cTaguu mpOUCXOAUT MHTPAOKYJISIpHAA AUCCEMUHALMA. bernoBarsie
BKJIFOUEHUSI PA3JIMUHBIX PA3MEPOB YK€ HAOIIOAAIOTCS B CTEKJIOBUIHOM TEJE,
OTMEUAIOTCSI MPEUUIUTATONOA00HBIE OTIIOKEHHUSI B YIJIy NEepeaHell Kamepbl
IJ1a3HOTO 0JI0Ka ¥ HA 3a/IHEW TOBEPXHOCTHU pOTOBUIIbL. [[0SBIAIOTCS BTOpUYHAS
riaykoMa, Oydransm (tuapodtansm). [lpu nmpopacTaHuy OMyXOJbI0 CETYATKH
CKOIUJICHHE TMOJ] HEH OHKCcyJaTa MPHUBOAUT K OTCJIOWKE CETYaTKU. 3peHHe
CHHYKAETCS /10 TIOJTHOM CJICTIOTHI.

Tperbst cTaauss xapakTepuszyercsi SKCTPAOKYJSIPHBIM —PacHpOCTPaHEHUEM
omyxomu. ComnpoBoxkaaromeecss 3K30(pTalbMOM NpPOpacTaHHE OMyXOJUd B
NOJIOCTh YEperna, Yalle BCEro IO 3pUTEIbHOMY HEpPBY, AA€T CUMIITOMBI

NOPaKEHUS TOJIOBHOTO MO3ra (TOJIOBHYIO 00J1b, TOIIHOTY, PBOTY). IIpopactanue
17



PETUHOOJIACTOMBI B COCYAUCTYIO 000JI0YKY IJ1a3a MPUBOAUT K FT€MaTOT€HHOMY
JUCCEMEHUPOBAHNIO U HEOJAronpusTHOMY HcXoay. B pesynbrare Hekpo3a
OILYXOJIM MOKET Pa3BUThCS TOKCUUECKUN YBEHT.

Ha yerBepToii cTanuu K rj1la3HONW CUMITOMATUKE IPUCOEAUHSIOTCS] CUMIITOMBI,
0OyCJIOBJIEHHBIE MeTacTa3upoBaHUEM. MeTacTa3upoBa-HUE NPOUCXOIUT B
TuMQpaTudecKue y3Jbl, KOCTH, MO3T, TIEYEHb U JPyTryUe OpTaHbI.

OcnoxxHeHuss #  auarHoctuka. OClIOKHEHHEM PETUHOOJIACTOMBI — MPH
OJTaronpUATHOM HCXOJ€ MOJXKET OBITh MOTEPs 3PEHUS HAa OJHOM WM 000X
rnazax. Bo3MOXHBIM OCJIOKHEHHEM SIBIISIETCSI Pa3BUTHE PETHHO-0JIACTOMBI B
capkomy (pabgomMuocapkoMy), Jieliko3a. JIMarHOCTUYECKUM KPUTEPUEM
peTMHOOJaCcTOMBI Ha MEPBOM CTaAuM 3a00JIEBaHUSl CIYXKUT OOHApYyKEHUE
aMaBpOTHUYECKOTO KoIIaybero ria3a. Jias OOBEKTHMBHOTO MOATBEPKICHUS
JMarHo3a npuoeraroT K 0(hTalbMOCKOIIUHU, PEHTTeHOTpaduu, yIbTpa3ByKOBOMY
UCCIICIOBAaHUIO TJIA3HOTO s0Jioka W uyepena. PetuHoOnactomy criemyer
nuddepeHpoBaTh OT TMCEBIAOTIMOMBI, KOTOpass BO3HUKAET B pe3yjbTare
BOCHAJUTEIHHOTO  TpoIlecca, a Takke €€ HYXKHO pa3iuyarb ¢
OpPTaHW30BABIIMMCSI  KPOBOMBJIMSHUEM, MPOJU(DEPUPYIOMUM  PETUHUTOM,
OTCJIOWKON ceTdarku, 00je3Hpl0 KoyT-ca, MUCTUIIEPKO30M, TyOEpKyJIe30M U
T.A. Mg TOCTaHOBKM  JMar€Ho3a BaXHbl aHamMHe3 (TIEpEHECEHHbIE
UHQPEKIMOHHBIE  3a00JieBaHMs), HAJMYMEe B HEKOTOPBIX CJydasx Ha
pEHTreHorpaMmax OpOUThI 04aroB 00ObI3BECTBICHUS. [loMOraroT B TMarHocTuKe
nuadaHOCKOMNUs U 3Xorpadu-4ecKue UCCIeA0BaHMS.

Jleuenue u npodunaktiuka. Ha nepBoii u BTopoi cTaausx 00JE3HH BO3MOYKHO
NPOBEACHUE OPTaHOCOXPaHHOW Kpuoanrumkaiuu. Ha 0onee mo3qHux ctagusx
JICYEHUE 3aKIII0YaeTcsi B CBOEBPEMEHHOM TIPOBEACHUU XUPYPTUYECKOTO
yAQJIeHUs] OMyXOoJH (PHYKJIEAlMH IMOPAXKEHHOTO TJia3a MpU OJHOCTOPOHHEM
npoliecce Wi 000uX ria3 Npu JBYCTOPOHHEM ). DHYKIIEAIHs I1a3HOTo 010K
NPOBOJUTCS C PE3EKUMEN 3pUTEIBHOTO HepBa Ha pacctosHuu 10-15cm ot
3aJIHETO0 TOJII0ca TJIa3HOro s0j0Ka. B panmpHelmeM NpOBOIUTCS JIydeBas

TCpanud B COYCTAaHUH C XHMHOTGpaHHGﬁ WIM CaMOCTOSITEIbHO. MoXKeT
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IPOBOJUTHCS U POTOKOATYIISLIMS. B KauecTBe MpOTUBOOMYXOJIEBIX IPENapaToB
OpUMEHSIOT UKo docdan, mpocneaut, MeToTpekcar-30eBe.

[Ipopunaktuka  peTHMHOOIACTOMBI  3aK/IIOYAETCI B CBOEBPEMEHHOM
TFEHETUYECKOM OO0CJIeIOBaHUHM TeX CeMeH, 4YbM POJCTBEHHUKH MPOXOIUIN
JIEYEHUE MO MOBOAY PETUHOOJIACTOM B MPOIILIOM.

TNM — kauHuYeckas kKiaaccupukanmsi peTUHHOOJIaCTOMBI y AeTel
CreneHb BOBJICUEHUSI CETYATKU BBIPAXKAIOT B MPOLICHTAX

T — nepBrUYHAs OITYXOJIb.

TX — HEIOCTATOYHO AAHHBIX JJIs1 OLIEHKH NEPBUYHOM OIMYyXOJIH.

To — HET MPU3HAKOB NEPBUYHOM OITYXOJIN.

T1 — onyxousb 3aHnMaet 25% WM MEHbIIE IIa3HOTO JHA.

T2 — onyxonb 3aHuMaer >25% ceryaTtku, HO He 6osee 50%.

T3 — omyxoJb 3anuMaet >50% ceT4aTKu, U/WIM BBIXOAUT 3a MPEeibl CETUATKH,
HO pacroJiaraeTcs BHYTPH TJia3a.

T3a — onyxoub 3aHuMaeT >50% ceTyaTku U UMEIOTCS 3JI0KAYE€CTBEHHBIC KIIETKU
B CTEKJIOBUIHOM TEJI€.

T3B — BOBJIEUEHHE B IPOLECC 3PUTEIHLHOIO HEPBA.

33c¢ — BOBJI€UEHA NIEPEHSS KaMEPA, HATUYNE WIN OTCYTCTBUE PACIIPOCTPAHEHUS
Ha YBEAJIbHBIN TPAKT.

T4 — onyX0J1b C 3KCTPAOKYJIIPHBIM POCTOM.

T4a — npopacTtanue B peTpoOyabOapHbIi 3pUTEIbHBINA HEPB.

T4B — Apyroe 3KCTPAOKYIIPHOE PACIIPOCTPAHEHHUE.

NO — MeTacTa30B B JIuM(pOy3iax HeT.

N1 — meracTa3bl B peruoOHaIbHBIX TUMGOY3JIax.

M — oTnanéHHpie METaCTa3bl.

MX — HEIOCTATOYHO AAHHBIX JJIs1 OLIEHKH OTIAJIEHHBIX METACTa30B.

Mo — meracTa3zoB HeT.

M1 — umerotcs oTHaNEHHBIE METACTA3HI.

M — MHO>KECTBEHHBIE OITYXOJIN

f— AJIA 0003HaYCHUS CJIy4acB C CEMEHHBIM aHAMHE30M.
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d — st o0o3HaueHUs TUPPY3HOTO BOBJICUCHHE CETUATKH.
Mopdonoruueckoe CTpOCHUE OITYXOJIH.

[locnennue wuccneqoBaHusl TMOKa3add, YTO PETUHOONIACTOMA SIBISETCS
OMYXOJIbI0O  HEHUPOSNUTEIUATBHOTO  NPOUCXOXKIAEHUS, KOTOPYIO  MOXHO
paccmarpuBarh Kak OJIHY U3 MPUMHUTHBHBIX HEHPOIKTOIEpPMAIbHBIX 0JIACTOM
JIETCKOro Bo3pacTa. BeposATHO, OHA MPOUCXOIUT U3 PETUHO -MIPEAIIECCTBYIOMIUX
KJIETOK, U TIO3TOMY KJIETKH OIIyXOJHU UMEIOT HEKOTOPOE CTPYKTypHOE Mogo0ue
peTMHO(OTOPEUENTOPHBIX M aMakpUHHbIX KiIeTok. CTpoMa B OMyXoJu
OTCYTCTBYeT. B 3aBucuMOCTH OT cTeneHu AuQdepeHuranu OIMmyX0oJeBbIX
KJIETOK Pa3nyaroT peTHHOOJIACTOMY, BCTPEUAIOLIYIOCA Yallle, 1 PETHHOLUTOMY.
bonee 310KkauecTBEHHOW M3 HUX SIBISIETCS MepBas, Heau@@pepeHunpoBaHHAs
dopwma. IIpu Hell KIEeTKU OITyX0JIM TPYIIUPYIOTCS BOKPYT COCYI0B, 00pa3ys Tak
Ha3bIBaeMbIe MCEBAOPO3eTKU. PernHouurtoma, nuddepeHnupoBannas ¢opma
OMYyXO0JI, COCTOUT u3 OoJsiee AUDPEPEHIIMPOBAHHBIX KIETOK, W3 KOTOPBIX
oOpazytoTcs uctuHHble po3eTku dnekcHepa-Bunrepirreiinepa. Bo3smoxHo cme-
[IaHHOE CTPOCHUE OTYXOJIH.

PernnoGnactoma xapakrepusyercsi ObICTPHIM POCTOM U, BCJIEACTBHUE
HEJI0CTaTOYHOTO KpOBOCHAOXKEHMS, HEKpoTu3upyercsi. B ouarax Hekpo3sa
OTKJIAJIBIBAIOTCS COJIM KaJIbIHsl, 00pa3ysl XapakTepHbIe I O OJIBIIMX OIyXOJIeH
KanbIQukaTel. Kimaccuuecku pa3amyaroT Ba BU1a MAKPO CKOMMYECKOTO pOCTa
OMYyXOJU — HHAOPUTHBIA, MPU KOTOPOM OIyXOJb PAacTeT B HalpaBJICHUU
LEHTpa IJ1a3a, pa3pyllas BHYTPEHHUE CJIOW CETYaTKU U CTEKJIOBUIHOE TEJO, U
SK30(UTHBIA, WIM CTEIBIIUICSA, NpU KOTOPOM OIyXOJdb HWHOUIbTPUPYET
NPEUMYIIIECTBEHHO HAPYXKHBIE CJIOM CETYaTKH, PaciupOCTPaHssiCh B CTOPOHY
CyOpeTHHAILHOTO MPOCTPAHCTBA. BosbIe Omyxou ¢ 3K30(UTHBIM POCTOM
MOTYT BBI3BaTh OTCJIOEHHE CETYaTKU C TOCJEAYIOUIMM HaKOIUICHHEM
cyOperuHabHOTO TpaHccyaara. O0a Bua pocTa OMyXOJdd HE HUMEIOT
3HAYMMOTO MMPOTHOCTUYECKOTO 3HAYEHUS.

Penko, B 1—2% caywaeB, y Aerel cTaplIero BO3pacTa MOXKET Ha-

OyroniaThesl MHPUIBTpaTa BHas (popMa PETUHOOIACTOMBI, XapaKTEPU3YIOIIasics
20



nuddy3HBIM  YTOHYCHHEM CETYaTKH, CKOIUICHHEM OJKCyJara B TMEpPeIHUX
OTIIeTaX CTEKJIOBUIAHOTO TeNa, PAaHHUM TPOSIBICHUEM TICEBIOTHIIONHOHA |
MEPETHUX CTIacK.

[posiBnenue 3a001eBaHus pa3HOOOPA3HO M 3aBUCHT OT pa3Mepa OIyXOJIH,
MeCTa €€ JIOKAIM3allMh W THIa pocTa. BHadaje omyxoyb pacriojiaracrcsi B
npeneax CeT4yaTKd. 3areM, [0 MEpe pOoCTa, HapyllaeT CTEKIOBHIHYIO
IUTACTUHKY, PAacCIpPOCTPaHSIETCS Ha COCYIUCTYIO OOOJIOUKY U CTEKIOBUIHOE
teno. Ilo mepe sugoduTHOrO pocTa 6:1aCcTOMBI POPMHUPYETCS TIPOMUHHUP VIO
B CTEKJIOBHJIHOE TEJIO Y3€Jl CEpoBaTO-0€I0BaTOr0 1[BETA KPYIJION MM OBAJIbHOMN
dbopmbl. Y371l  PETMHOOJIACTOMBI ~ MOTYT  OBITh  €IUHUYHBIMH WU
MHOXeCTBEeHHbIMH. OCTpoTa 3peHHs TMpH JIOKaJU3aldd OIMyXOJdd B
IEHTPAIBHBIX OT/EJaX TJIA3HOTO JHA PAaHO U PE3KO CHIKACTCS, W MOSBIISCTCS
KOCOTJIa3He.

B ciydasx pacrosiokeHuss OIyXOoJdW Ha Tepudeprr 3PEHHE PE3KO
CHIKAETCS TI0 MEpE €€ pacpOCTPAHEHUS B IICHTPAIbHYIO 30HY IJI1a3HOTO JTHA.

OnyxoJib, YBEIMUYHMBAsICh B pa3Mepax, MOXKET 3aIlOJIHUTh BCIO IOJIOCTH
IJIa3HOTO 510JI0Ka, MpopacTaeT CcoCcyaucTylo obonouky. B pesymbrare pas-
pYIIEHUS ¥ TpopacTaHusi TpaOEKyIIPHOTO ammapara rja3a HapylaeTcs OTTOK
BHYTPUTJIa3HOM KUAKOCTA ¥ TIOBBIINIACTCS BHYTPHIJA3HOE JaBJICHHE.
[losBnsitorcst 6o B TJa3y, 3acToiiHas WHQEKIMS, OTEK POTOBHIIHI,
HaOJTI01aeTCs pacIIMPEHKE 3padyKa U OTCYTCTBHE €r0 PEaKkIliy Ha CBET. Y JIeTe
MJIQJIIIIET0 BO3pacTa MO BIUSHUEM IMOBBIIICHHOTO OPTATbMOTOHYCA TJIa3HOE
10JI0KO, KaK MpaBWIo, yBenuyuBaercs. lIpm oOHMMPHBIX TUCTPOPUUECKUX
U3MEHEHHUSX U HEKPO3€ TKAHW OITYXOJIM HEPEAKO Pa3BUBACTCS BOCIAIUTEIbHBINA
nporecc (MPUAOIMKINT, YBEHUT). BelleacTBre oTeka OpOHMTANBHOM KIICTUATKH
MOET BO3HUKHYTHh 3k30(ranpm. [Ipu pocTte omyxomm 3a mpeaensl riaa3HoTo
s10J10Ka, B TJIa3HUILY, 3TOT CUMIITOM TMOSBIISETCS paHbIIe U OBICTPO HApACTaET.
Bo3mo03kHO pa3pyiiienrne KOCTHBIX CTCHOK TJIA3HHIIB ¥ TIPOHUKHOBEHUE OITyXOJIH

B OKOJIOHOCOBBLIC IIa3yXH.
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[Ipu pacnpocTpaHeHUM pPETUHOOJACTOMBI O 3PUTEIILHOMY HEpPBY B
noJIocTh yepena (B cy0apaxHOMAAILHOE MPOCTPAHCTBO) HAOIIOAAOTCS
MO3TOBBIE CHUMNOTOMBI (TOJIOBHas 0oyib, TOWHOTA, pBOTa). Ilpopactranue
OMYyXOJM Yepe3 CTEHKY IJIa3HOro sA0J0Ka NPUBOAUT K (POPMHPOBAHUIO
3KCcTpalynpOapHoro y3iua. [Ipu pacnpocTpaHeHHN OIYXOJIM KIIEPEIHU BO3 MOKHO
MOSIBJICHHE 0YaroB HEKPO3a POTOBHUIIBI.

Pernno6nactoma xapaktepusyercss JUMQPOTEHHbIM U TIeMaTOI'€HHBIM
MeTacTa3upoBaHueM. B mepBoM ciiyyae MeracTa3bl HOSIBISIOTCS B OKO-
JOYIIHBIX, MOAYEIOCTHBIX U IEHHBIX JTUM(AaTHUECKUX y3J1aX, a BO BTOPOM — B
KOCTSIX 4eperna, TpyOouaThlX KOCTIX HWKHUX KOHEUHOCTEH U nedeHu. B peaxux
CJIy4asX MOKHO Ha0II0AaTh CIIOHTAaHHYIO PETrPECCHI0 PETHHOOJIACTOMBI, YTO
CBSI3BIBAIOT C  HMMMYHOJIOTMUYECKMMH  (PakKTOpaMH U HapylICHUEM

KpOBOOOpAIICHNS .

3akmnovenus no | rnase.

Peruno6sicaroma 3To 370KaueCTBEHHAs OITyX0JIb CETYAaTKU ri1a3a, KoTopas
BcTpevaercsi oT 0 g0 5 ner. Omyxoib MMeEET CeMEHHbIE M CIOpaaudecKue
dopmbl. Jlenenmst 13 mapbl XpOMOCOM SIBIISIETCS OJHUM M3 STHOJIOTHUECCKUX
dakTopoB maHHOM marojoruu. [IposBnenue 3a0oeBanms 0YE€Hb pa3HOOOpa3HO
¥ 3aBHCHUT OT pa3Mepa OMyXOJH, OT MEeCTa €€ JIoKamu3aluu , Tuna pocta. Ilo
Havally OIMyXOJib pacrojiaraeTcsi B mpesenax cerdarku. Ilocie gero, mo mepe
pocTa, HapymaeT CTEKJIOBUAHYIO IUIACTHHKY, pAacTpOCTPaHACTCS Ha
COCYAMCTYI0 000J0UYKY M CcTeKJIoBUAHOE Teno. [lo mepe sHaoduTHOrO pocrta
Omactombl  (popMHUpYETCS TPOMUHUPYIONMI B CTEKJIOBUIHOE TEJO Yy3€i
CepoBaTro-0€JI0BaTOr0 IBETa KPYrjol WM OBaIbHOU (HOPMBI.  Y3JbI
pEeTHHOOJACTOMBI  MOTYT OBITh CAMHWYHBIMA WM MHOYKCCTBCHHBIMH.
Pernob6nactoma MoxkeT OBITh Kak ¢ OJHOW CTOPOHE, TaK U C JIByX CTOPOH.
Ocno>XHEeHHEM PETHMHOOJIACTOMBI MOXET OBITh TMOTEpUsS 3PEHHUS, BO3MOYKHO

MIPOSIBJICHUS CAPKOMBI.
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I'JIABA |l. MATEPUAJIBI U METOAbI NCCJIEAOBAHUSA

XapaKkTepuCTHKA IKCIIEPUMEHTAJIBHOT0 MaTepuaJia.

Marepuanom aJi HUTOT€HETUYECKUX UCCIIEI0BAHNI ObLIIa UCTIOIb30BaHa
nepudepruyeckas KpOBb OOJBHBIX  PETHMHOOJACTOMOW, WX MPOOaHIIOB, H
3M0pPOBBIX Jofeld.  JIimsa ompenmencHUsST XpOMOCOMHBIX a0eppanuii U3
(GOPMEHHBIX  JJICMEHTOB KpPOBH Opamu  JUMQOIMUTBHI KOTOpHIE, CIIy)Kar
00BEKTOM IIMTOTEHETUYECKOTO aHAIN3a Y YelloBeKa.

[luToreHeTnyeckui a”HaIm3 MIPOBOIUIICA 30 MaryeHTam
pertuHoOnacTomoil, 30 3710poBBIM JrOAsIM, 78 poOanaam u 1 mauuMeHTy ¢
NICEBJIOPETUHOOIACTOMOI.

Bce omnepauuu npu paboTe ¢ pPOCTOBBIMH CpeAamMH M pernaparamu
NPOBOJWINA B CTEPWIBHBIX YCIOBHUSAX C UCMOJIb30BAHUEM JIAMHUHAPHOTO OOKca.
Bydeps! ObLTH TPUTOTOBIIEHBI HA OUAUCTUILIMPOBAHHON BOJI€, OTGUILTPOBAHBI
yepe3 wmemOpanubie GuibTphi(0,22 MM «Millipory, T'epmanuss ) wu
aBTOKJIaBUpOBaHkI 1pu 1,2 atm 30 MuH.

CrexnsHHAs TIOCy/a TIEpel HCMOJb30BaHHWEM Oblja MPEIBOPUTEIbHA
CTEpWIM30BaHa IPU 160°C B Tedennu 120 muH. [IpucnocoOnenus, nocyaa u3
NOJIMMEPHBIX MaTepUaIOB MOJBEPTAIUCH OOIYUEHHIO YIbTPapUOJIETOBBIM

cBeTOM B TeueHuun 30 MUH.
MeToabl HCCJIEI0BAHUM.

XapaKTepI/ICTI/IKa HUTOTCHECTHIECCKOI0O MeTOaA.

B 1956r. Obl10 AOKa3aHO, YTO B COMATHYECKHX KJIETKaX 4YeJIOBEKa
comepxkurcs 46 XpoMocoM (B MOJIOBBIX 23 XpOMOCOMBI) - HOCHUTEIEH
reHerndeckoil wHpopMmaruu. B konme 60-x — Haganme 70-x romoB ObLIM
pa3paboTaHbl METOJ/blI, MO3BOJIIOUIME PA3IUUUTh KaXKAYID XPOMOCOMY H
UCCIIeIOBaTh €€ CTPYKTypy. braromaps sTomMy OBUIO YCTaHOBJIEHO, YTO
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MHOKECTBO TSKENIbIX BPO>KICHHBIX 3a00JI€BaHUI ONpeAeseTcsl HapyIIeHUsIMU
CTPYKTYPBI XPOMOCOM MJIM UX KOJIMYECTBA B KIIETKE.

[lepBoe ycnoBHe HUTOTEHETUYECKON AUATHOCTUKH - HATMYHE JENISIIXCS
KJIETOK B MaTepuaJie JIJIsl IUTOJIOTMYECKOTO UCCIIEI0BAHUS.

KocTHBIII MO3T, TKaHM CEMEHHHKAa W XOPHUOH HUMEIOT J[OCTATOYHBIN
MUTOTHYECKUN WHACKC IS WCIIOJIb30BaHUS B IUTOreHeTHKe. OJHAKO, Kak
NOKa3al OIbIT, HECPAaBHEHHO HH(OPMATUBHEE HCCIEOBAHUE HA KYyJIbTypax
KJIETOK: KJIETKH OCBOOOXKIEHBI OT 3JIEMEHTOB COCIMHUTEIbHOM TKAaHU U XOPOILIO
CyCHEeHAUPYIOTCS. MUTOTHUECKUI MHIIEKC B KYJIbType KJIETOK MHOTO BBILIE,
YeM B TKaHAX OpraHu3Ma.

KynbTypbl KJIETOK MOXHO TMOJy4aTh M3 KYCOYKOB KOXH (pacTyT
(¢ubpo0sIaCThI), KOCTHOTO MO3ra, SMOPUOHAIBHBIX TKAaHEH, XOPHOHA, KIETOK
AMHUOTHYECKOM kuakocTu. Hanbomnee ynoOHBIM 00BEKTOM JJIsi MEAUIIMHCKIX
TCHETUKOB 0Ka3aJ1ach KyJIbTypa JIUMQOIUTOB nepudepruieckoii kposu (puc. 1.).

Jl14 ee mojydeHus 10CTaTOYHO B3STh 1-2 MJI BEHO3HOW KpOBU U 100aBUTH €€

IR kX

]
RN E
ul

Uunogn o
nun X

1-2 MN BEHO3HOM KpPOBU Kapuotun Okpalmeanue

Pacnpe,qeneuue KNneToK {
Ha NpegMeTHOM CTeKne

NyTeMm pacKansiBaHua
LA
[

HobasneHue ’
B Cpeay DUKcaluA KneTok

4

LlentpudpyrupoBatme

4

T:g?;:t:g‘ [lo6arneHue UeHTpuchy- [MnoToHK3a LKA
9-3 pHeit - KOMXMUMHA = FMPOBAHHE —b CONeRbIM
nph 37 °C Ha 2-34 pacTBOpoOM
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Puc. 1. [IpuroToBieHre MUTOTEHETUYECKUX IIPENApaTOB MTyTEM

KyJIbTUBUP OBaHUS TUM(POIUTOB MepupepruaecKoil KpoBU

B CMECh IHTATEIbHON cpeabl ¢ (uroreMarrmoTHHHHOM (0eloK 0000BBIX
pactenuii). OH BbBI3BIBACT HMMYHHYIO TpaHCcopMaluio U JelieHUE
muMbonuToB. [Ipog0KUTETPHOCTD KyJIbTUBUPOBAHUS COCTABIAACT 48-72 4.
BroppiIM  METOOMYECKUM  YCJIOBHUEM IUTOTCHETUYECKUX  UCCIEIOBAHUIMA
ABJISIETCS UCIIOJIb30BAHUE  KOJIIEMUJA (WM  KOJXUIIMHA), Pa3pyLIAroUIero
BEPETEHO JIEJICHWS W OCTaHaBJIMBAIOIIETO KJIETOYHOE JEJIeHUE Ha CTaauu
Mmetadazbl. Komiemu 100aBisitoT B KyJIbTYphl KJIETOK 3a 2-3 4 10 OKOHYAHUS
KyJIbTUBUPOBAHMS: MUTOTHYECKUM HWHIEKC B KYJIbTYyp€ KIETOK 3a 2-3 4
noBbimaercss B 2-3 paza. Jlake 0€3 KyJIbTUBUPOBAHHS OKCIO3MIUS C
KOJIIIEMHUJIOM YBEIIMYMBAECT YHCIO MeTada3. XpoMOCOMBI B MPUCYTCTBUU
KOJIIEMHUJA YKOPAUUBAIOTCA B PE3YyJbTaTe MPOJIOJDKAIOLIEHCS KOHJICHCAIUH,
CJIeIOBATENIbHO, B IIpENapare OHU JIerye OTIAEISI0TCS OJJHA OT APYTOu.

Ecom HeoOXomuMm neTanbHBIM aHAIM3 OIPEASICHHOTO paioHa XPOMOCOMEI,
CUJIPHO KOHJICHCHUPOBAHHBIE XPOMOCOMBI Ha cTaauu Mmeradazbl (METon
Ha3bIBaeTcsi MeTada3HbIM) HENPUTOJHBI JJIs  aHaim3a. KIleTKy HyXHO
3auKCUpOBATh HA CTAJIUU, NPEAIISCTBYIONIECH MeTadaze, Korjaa XpoMocoMa
pENYIUIMIIUPOBAJIACh, HO €IIe HE MOJHOCTHI0O KOHJIEHCUPOBAIach. DTO CTAUs
npoMetadasbl. XOTS XpOMOCOMBI Ha CTAAUU MpoMeTadaszbl III0X0 pa3beIUHEHBI
(oHM emie OYCHb JIMHHBIC), W B TMpermapare MHOTO HaJOKEHHH OJIHOU
XpOMOCOMBI Ha JIPYryl0, 4TO, OE3yCJIOBHO, 3aTPyAHSET aHAIU3, BCE KE B
OTAENbHBIX KJIETKAaX MOXXHO HANTU HYKHBIM y4aCTOK, IPUTOJHBIN I aHAINU3A.
Otor wMeron (WM TOAXOJ), B OTIMYHME OT MeTadasHOro METoa,
HA3bIBAIOT MPOMeTa(pa3HbIM, WU METOJ0M BBICOKOPa3pemarouiei
uuToreHeTuku. Cytb  MoauuUKalMM METOJIa COCTOUT B MPEKpaIllCHUU
npolecca CnupaiM3aldd U KOHJICHCAIIM XPOMOCOM B Tpodasze ¢ MOMOIIbIO
mpenapaTroB, HallpUMEp MeTaTpeKcara, KOTOPhIE BBOJAT B KyJIbTYPY KIETOK 3a

HECKOJIbKO 4acoB J0 (PUKCaIuH.
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Crnenyrolee ycJIoBHE JJIsI TOTYYISHHUS XOPOIHMX MeTada3HbIX TUIACTUHOK -
TUMIOTOHU3AIMS  KJIETOK (TUIIOTOHWYECKUM 1I0K). OOBIYHO JJI1  3TOTO
UCTIOJIb3YIOT TUIIOTOHUYECKUM pacTBOP XJIOPUJIA KAJTUsl UK IUTpaTa Hatpus. B
TUIIOTOHUYECKOM PACTBOPE KJIIETKM HA0YXatoT, sA/iepHasi 000JI04YKa pa3 pbIBaeTcs,
MEXXPOMOCOMHBIC CBSI3M PBYTCS, U XPOMOCOMBI CBOOOJHO ILIABAIOT B

[UTOIJIa3ME.

KYJ'H)TI/IBI/IPOBEIHI/Ie KIICTOK, INPHUMCHCHHUC KOJLOEMHJAa W TMIIOTOHH3 AN

CTaJld YCJIOBHUSIMH, Ha OCHOBE KOTOPBIX C(HOPMUPOBAIUCH COBPEMEHHBIE

OUTOI'€CHCTUYCCKHUEC MCTOJHBI.

Knerounyro cycnen3nro (QUKCHPYIOT CMEChIO METaHOJIA M YKCYCHOM

KucoTHI (3:1), 3aTeM cycneH3uI0 IIEHTPUBYTUPYIOT U MEHSIOT (PUKCaTop.

CMmech KJIETOK C (PMKCATOPOM MOJKET COXPaHATHCS MpHU Temiieparype +4
°C B TeUEHHE HECKOJBKUX HeAENb. [[py HaHECEHNH TaKOU CYCIIEH3UU Ha YHUCTOE
NpEeIMETHOE CTEKJIO MeradazHasi KIeTKa paclpaBiiieTCs U B ee Mpefenax
pacrmomararoTcs OTAENBHO Jiexkale XxpoMocombl. [Ipu Beichixanuu pukcatopa

XpPOMOCOMBI MPUKPEIUISIIOTCS K CTEKITY.

Beirie  ommcana MeTonMKa TMOJYYEHHS TMpPEnaparoB W3  KYJIbTYPHI
TM(OIIUTOB, KOTOpast UCIIOJIb3yeTCsl HanboJiee yacTo. J{Jisi TuarHoc THIeCKuX
IeJIeii MOYKHO TOTOBHTB Ipeaparhl U3 XOPHOHa, KOCTHOTO MO3Ta, CEMCHHHKOB,
KyIbTypbl (prOpo0IacTOB, KyJIbTYpPhl aMHAOLIUTOB. IIporienypsl 1y Kak1oro
00bEKTa OTIIMYAIOTCS OT OMUCAHHOW BBIIIE, HO OOIIMI MPHUHITUI COXPAHSCTCS:
HakorieHne Metadas, TUMOTOHHW3aIMs, (HUKCAIWs, KalaHbe Ha TPEIMETHOE

CTEKJIO, OKpacKa, KapUOTUITUPOBAHUE.
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Oxpacka npenapaTon

Crnenyromasi craaus LUTOIE€HETMYECKHX METOJIOB - OKpacka Ipernaparos.
Mero bl OKpacKu OBIBaIOT POCTBIMH, nuddepeHaTbHBIMHY,

(hIFOOPECIIEHTHBIMU.

Haubonee pacnipoctpaneH MeTo OKpacku 1o I'um3e, nin nmpoctasi OKpacka (B
PYCCKOSI3BIYHOW JIMUTEpaType paclupOCTPaHEH TakXKe TEPMHUH «PYTUHHAs
okpacka»). Kpacurens ['mM3bl OKpallMBaeT BCe XpOMOCOMBI paBHOMEPHO IO
Bceil nmuHe (puc. 2.) Ilpu 3TOM KOHTYpUPYIOTCS LEHTpOMEpa, CITyTHUKH
(MHOTAAa CO CIYTHUYHBIMU HHUTSAMH) U BTOPHUYHBIC MEPETIHKKUA. MexaHusm

CBA3BIBAHUA KPACHUTCIIA

['mM3B1 XpOMOCOMAaMH HCSACCH. OH He gBsIeTCS CHGHH(I)I/ILIHI)IM JJII KaKOT'O -0

azotucToro ocHoBanus JIHK.

X 9‘73" (i:-?“;)//
oy

\
N
Ve
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Puc. 2. Meradaznas macTHHKA IIPH IPOCTOM OKpacKe

[Ipy mnpocToil OKpacke BO3MOKHA TOJILKO TPYINIOBas WIACHTUPUKALIHS
XpOMOCOM, IMO3TOMY JAHHBIA METOJI UCIOJB3YETCS I OPUEHTUPOBOYHOTO
OIPEAENIECHUS YHUCJIOBBIX aHOMAIMK KapuoTuna. CTPYKTYpHBIE XpOMOCOMHBIE
aHOMaJMu (Z1eJeuu, TPAaHCIOKAllMU, WHBEPCHUM), BBISBIISIEMbIE MPU MPOCTOM

OKpacke, JODKHBI OBITh HICHTH(PHUITUPOBAHBI ¢ TOMOIIBIO Tu(hepeHITHATEHOU

OKpacKH.

Puc. 3. Meradaznas miacTUHKA C pagualiioHHO -HHIYIIUPOBAHHBIMU

XpOMOCOMHBIMH a0epparusMu
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Puc. 4. Meradaznas miacTUHKA (HEMOJIHAS) C XUMUYECKU-UHYLIMPOBAaHHBIMU

abeppauusimMu

IIpocTass oxpacka HIMPOKO MNPHUMEHSAETCS Uil H3YYEHHs] XPOMOCOMHOIO
MyTareHesa (y4eT XpOMOCOMHBIX aleppanuii) Tpu TpoBepke (HaKTOPOB
OKpY’Karolen cpesibl Ha MyTareHHOCTh. Ha puc. 4. xopomio BuaHbI abeppauuu,

BO3HHMKIIKC 1101 BIMAHUCM paiuallvii 1 XUMHUYCCKUX MYTAarc¢HOB.

Metronx mpoCTOM OKpPacKHM XpPOMOCOM KakK €IWHCTBEHHBIM METOJ W3y4ECHUS
KapyoTuIla 4YejoBeka NpuMeHsics A0 Hadama 70-x rogoB XX B. C ero
nomotipbio 3a 10 5er OB OTKPBITHI OCHOBHBIE XPOMOCOMHBIE 00J€3HH,
MOKa3aHa POJib XPOMOCOMHBIX aHOMAJIUNA B CIIOHTAHHBIX a00PTaX, BPOXKICHHBIX
MOPOKaX pa3BUTHS U KaHIIEPOTEeHEe3€e, pa3pad0oTaHbl IPUHIIUIIBI OUOJOTUYECKOM

JO3UMETPHH.
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Mopdonoruueckas 0 JHOPOJHOCTH XPOMOCOMBI IO JJIMHE HA CTAHJAPTHO
IPUTOTOBJIEHHBIX U OKpallleHHbIX 110 ['um3e npenaparax oOManuusa. [Iporpecc
IUTOTCHETUKN  YEJIOBE€KAa TMO3BOJIMI  BBISIBUTh  TNIyOOKYIO  JIMHEWHYIO
nupdepeHIMPOBaHHOCTh HE TOJIKO (DYHKIMHU, HO U CTPYKTYpbl XpomMocoM. B

70-X rojax B MPaKTUKY BOILTA METOAbIAU( (PepeHIInaTBLHOT0 OKPAIIMBAHHUSA.

[Tox muddepeHnranbHON OKPANIMBAEMOCTHIO XPOMOCOM MOHUMAIOT UX
CITOCOOHOCTh K M30MpaTeIbHOMY OKPAIIUBAHUIO MO JITTMHE 0€3 MPYKU3HEHHOM
Mo qudUKauu KaKUMU-TUO00 BO3/ICCTBUSIMU. Hudbdepenuuansuoe
OKpAalllMBaHWE XPOMOCOM  OOecleurMBaeTCsi CPaBHHUTEIHLHO  MPOCTHIMU
TEMIIEPaTypHO-COJIEBHIMU BO3JCHCTBUSMU HAa (DUKCHUPOBAHHBIE XPOMOCOMBI.
[Ipu 3TOM BBISIBIISIETCSA CTPYKTYpHas AUPPEepeHIrpOBKa XpPOMOCOM 10 JJIMHE,

BhIpaKaromasacCs B HCPCAOBAHUUN 3Y- U I'CTCPOXPOMATHUHOBBIX

palloHOB (TEMHBIE U CBETJbIE MOJOCHI). [IpOTAKEHHOCTh ATUX YyYaCTKOB
criequpuuHa ISl KaKJI0W XpOMOCOMBI, COOTBETCTBYIOUIErO IUieYa U pailoHa.
Kak BugHo Ha pucyHnkax S5 u 6, npu auddepeHuUaIbHON OKpacke
UACHTU(PULIUPYIOTCS BCE XPOMOCOMBI, TUICYH U JJaXKe OMpPEIeTICHHbIE PallOHBI.
Kaxmas xpomocoma HMeEET CBOW PUCYHOK HcCUepuyeHHOCTH. [lpm

nuddepeHIaTLHON OKpacke MeTada3zHbIX XPOMOCOM B

KapUOTUIIE MOXKHO OLeHUTh oKojio 200-400 yudacTkoB (pazperiaronias

CIIOCOOHOCTH METO/1a), Ha cTaauu npomeradassl - 10 2000.
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Puc. 5. Meradaznas mmactuaka nocie nuddepeHmanrsHOi OKpacKu

[lepBoHa4YATLHO MPHU CTIEUATLHOM OKPAIIMBAHUH XPOMOCOM UCITOJTb30BAIIH

(bITFOOPECIICHTHOE ATIKWIMPYIOIIEE BEIIECTBO aKPUXUH-UIIPUT. DTOT BapUAHT

ObLT Ha3BaH Q-MeTO0A0M, OH TpeOyeT OBICTPOI 00pabOTKU MTpemnapara, 4To He
Bceraa yaooHo. [ npocMoTpa npenapara HaJlo MoJIb30BaThCS

JJIOMHUHCCIHCHTHBIM MHUKPOCKOIIOM.
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Puc.6. Kapuotunsl npu npocToii (a) u nuddepeHmansHom (0) okpacke

B nanbHetimem Obu1a pazpadbotana Meroauka nuddepeHImaibHO OKpacku 0e3

(ITFOOpECIICHTHBIX

kpacuteneii. Hambonee mmpoko wucnomb3yercs G-okpacka (mo ['mmze).
XpOoMOCOMBI HYXHO TpEABApUTENbHO 00pabarbiBaTh (MHKYOAIusi B COJIEBOM
pacTBope b0 0O0paboTka mpoTteaszoit). [IpenBapurensHas 06padoTka 4aCTUIHO
Hapylmaer  CTPYKTypY XpPOMOCOM, B  HEKOTOPBIX  y4acTKax  OHa
BOCCTAHABJIMBAETCSA MPU OKPACKE, YTO U MPUAAET XPOMOCOME UHAUBUTYATbHYIO
HCUYEPUYCHHOCTh. MexaHn3M 00pa3oBaHus CETMEHTOB MTOKa HEJJOCTATOYHO SICEH.
[Ipeanosaraercsi, 4To OKpaIICHHbIE CETMEHTHI - 3TO TETEPOXPOMATHHOBHIC,
MO3JHO PEIUVIMIMPYIOMKMECS YYaCTKH XPOMOCOM C  TIOBTOPSIOITHMHUCS
nocnenoBarenbHocTaMU  [IHK, a HeokpalieHHble - 3TO 3yXpOMAaTHHOBBIE

Y4aCTKH, B KOTOPBIX PaCIIOJIOKCHBI KOAWPYIOMIKC ITOCIICA0BATCIIbHOCTH.

JInst uneHTuukamm XpoMoCcoM, IOMUMO METO0B BbISIBJICHUS IMHEHHOU
CTpYKTypHOU audepeHInpoOBaHHOCTH, MOKHO BOCIIOJh30BaThCS OJHOM W3
BOXHBIX XapaKTEPUCTUK XPOMOCOM UEJIOBEKA - ACMHXPOHHOCTBIK) HX
PEIUIMKAIIMY TI0 JUTHHE. DTOT METOJ pa3padoTai TaTaHTIMBBINA OTCUECTBEHHBIN
nuroreHeTuk A.®. 3axapoB 0 €ro poJiv B IUTOTCHETUKE MOYXKHO MPOYUTATh HA
KOMIMAakKT-IUCKe. «PUCYHKM» MOCIEI0BATENBbHOCTA pPEIUIMKAMU (paHO WM

MO3/THO PEIUIMIMPYIONIUECS Y4aCTKH) CTICHU(PUIHBI I KaXI0H XPOMOCOMBI.
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JInst BBIABICHUS IIOCJICAOBATEINBHOCTHA PEIUIMKALMU TPUMEHSIETCS aHAJIOT
TUMHJIMHA - 5-0pOMAE30KCUYPUIUH. YUACTKH XPOMOCOMBI, BKIIFOUMBIINE 3TOT
aHaJIOT,  OKpAalMBAKOTCA  II0X0. Mcmosb3ys  3TOT  METOJ,  MOXKHO

UACHTU(DUIIUPOBATH JTFOOYIO XPOMOCOMY HITH XPOMOCOMHYIO ITEPECTPOUKY.

5-OpoMIe30KCUYpUANH BBOJAT B KyJIbTypy Ha 24 4y u Oosee s
nubdepeHIMaTbHOM ~ OKpacKM  CECTpUHCKMX — Xpomarua. EBcmm  5-
OpOMIIE30KCUYPUINH BBECTH HA TOJHBIA KJIETOYHBIM IMKJI, TO BHOBb
oOpazyemasi XpoMaTuja BKIIOYUT aHAJIOT TUMUAMHA M OyJIeT OKpaIIMBaThCs
cnabo. Jlpyras xpomaruaa (ctapasi) OKpalmBaeTcs, Kak 0ObIYHO, MUHTEHCUBHO
(puc.7). DTOT METO]1 MO3BOJISIET JIETKO BBISABIATH OOMEHBI MEX]1y CECTPUHCKUMHU
XpOMaTHJIaMU, YUCIIO KOTOPBIX YBEIMYMBACTCS IIPU HACIIEIICTBEHHBIX OOJIE3HAX
C XpOMOCOMHOW HecTaOWIbHOCThIO (aHemusi DaHKOHM, MUTMEHTHAas

KcepojaepMma u 1ip.) (puc. 8).

Puc. 7. Meradaznas rutactuka ¢ guddepeHaabHO OKpacKoi CECTPUHCKUX

XpOMaTHusa

Uucno OOMEHOB CECTPUHCKHX XpOMAaTH] YBEJIMYMBACTCS TaKkKe MpHU

MYTareHHbIX BO3JIEHCTBUSAX, MOATOMY METOJ ydyeTa OOMEHOB CECTPUHCKHUX
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XpoMaruJ mMHUPOKO HUCIIOJIb3YCTCA IPHU U3YUYCHHU MYTALIMOHHOI'O IIpoHcccCa y

YCJIIOBCKaA.
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Puc. 8. Xpomarunneie abeppaiuu (a) U CECTPUHCKUE XpOMaTHIHbIE 0OMEHBI (0)

pu 3a00JIEBaHUSX C XPOMOCOMHOM HECTAOMIILHOCTBIO

Psn HapylleHui CTPYKTYphl WM KOJMYECTBA XPOMOCOM HE MPOSBISIETCS
HUKAaKUMU CUMNOTOMaMH. EMWHCTBEHHOW MPUYMHOM 1151 OOpaIieHus K Bpady y
TaKuX TAIMEHTOB MOXKET ObITh Oecrionue. [losTomMy KIMHHMKA pernpoayKIUH
ABJISIETCS HEPEIKO €AMHCTBEHHBIM YUPEKICHUEM, TA€ TAKOEC HAPYIIEHUE MOKET

OBITH BBISIBJICHO Y PHUHATHI MEPHI JJISl €r0 MPEOI0JICHUSI.
KapuoTtunupoBanue npu 0eCIioIuu MOKa3aHo B CIEAYIONINX CITydasX:
HeoOcTpykTHBHAS a300cTiepMust

Tspxenas onuro3oocnepmus (<5 MITH/MI).

3azeprKKa OJOBOTO Pa3BUTHUS

[lepBuunas ameHopes

Bropuunasa ameHopes (mpexaeBpeMeHHas MEHOTIay3a)
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[lpuBMYHOE HEBBIHAIIMBAHUE PAHHETO Cpoka OepeMeHHOCTH (Hamuuue 2 u
OoJiee caMOIPOU3BOJBHBIX a0OPTOB B MEPBOM TpPUMECTpE OCPEMEHHOCTH) -
o0cnenyTcs oba  poaurens. B CeMbSIX  C OTSITOIICHHBIM
aKylIepCKUM aHaMHE30M (IIPUBBIYHOE HEBBIHAIMBAHHE, OCOOEHHO pPaHHMX
CPOKOB, MEpPTBOPOXKJIEHUE, PpOXKIECHUE peOEHKa C MHOXKECTBEHHBIMU
BPOXACHHBIMU TIOopokamu pa3Butusi (MBIIP) - xpoMocoMHbIEHapYIIEHNUS

BCTpeuyaroTcsa oT 5 1o 15% ciayyaen
O0cnenoBanyne JOHOPOB CIIEPMBI U SIAIIEKIIETOK.

B HEKOTOpBIX CiTydasX IUTOT€HETUYECKOTO UCCIIEIOBaHMsI ObIBAET
HEIOCTATOYHO JIJIS BBIIAYH 3aKIIFOYEHUS O KAPUOTHIIE, B ITUX CIIydasx
UCIIOJIb3YIOT MOJIEKYJIIPHO -IUTOT €HETUU ECKUE METO bl B YACTHOCTH
dyopecuentayro rudbpunmanuio in situ (FISH). Meron — FISH mo3Bossier
BBISIBIISITH 00JIE€ TOHKOE CTPOEHUE OTAEIIbHBIX PAHOHOB ONPE/IEIEHHBIX
XpOMOCOM, OBICTPO HUCCIIEAOBATh KAKOU JINOO XPOMOCOMHBIN y4aCTOK B
pa3IMYHBIX TKaHsAX (opraHax). OH akTyaJleH B TEX CJydasx, Korjaa

HCCJ’IGI[yGMBIﬁ MaTrcpurall UMCCTCA B MAJIOM KOJIMYCCTBC.

Meron no3BoJiseT HACHTU(DUITTPOBATH KAPUOTHIT (0COOEHHOCTH CTPOCHHMS
Y YHUCJI0 XpPOMOCOM), ITyTEM 3alKMCcH Kapuorpammsl. Llutorenernaeckoe
UCCJIEI0BaHKE TPOBOUTCA Y MPOOaHa, Ero pOAUTENEH, pOJICTBEHHUKOB WU
U101 MIPH MOI03PEHUH Ha XPOMOCOMHBI CUHIPOM JINOO

IPYroe XpOMOCOMHOE HapyIlIeHHE.

OOBEKTOM UCCIIEIOBAHUS CITY)KAT KYJIbTYpbl TUM(POIUTOB

nepudepuueckoit Kposu, GudPOOIACTOB KOKH, KIETOK APYTUX TKAHEH.

C nomo1ipbo METOa ONpeAENSIeTCS HATMYNE X U Y TOJOBOT0 XPOMATHHA,
OIPEAENSIOMIETO0 UCTUHHYIO MTOJIOBYIO MPUHAJIEKHOCTD. [10J10BOM XpOoMaTuH

(Tenpie bappa) - B BHie KOMITAKTHOM TJILIOKH B SIIPaX COMATHYECKUX KIIETOK
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HMCCTCA TOJIBKO Yy KCHIIMH. On OIIPCACIACTCA B SIIUTCIIMAIIbHBIX KIICTKAX

pOTOBOﬁ IIOJIOCTH, BarMHAJIbHOM 3IIUTCIINHN U KIICTKAX BOJIOCSIHOM JIYKOBHIIbBI.

I'eHeasiornyecKuid MeTO/1, MJIM METO/I AHAJIU3A POJTOCTOBHBIX .

B ocHoBe 3TOr0 Meroda JIGKHUT COCTaBJICHHUE M aHAIM3 POJO0CJIOBHBIX.
DTOT METOJ IMHMPOKO MPHUMEHSIOT C JIPEBHUX BPEMEH M JI0 HAIUX JTHEH.
PomocioBHbIE YenoBeKa COCTABISIMCH HAa MPOTSHKCHUHM MHOTHX CTOJICTHN B
OTHOLLIEHWH LIAPCTBYIOLIMX CEMENCTB B EBporne n A3uu.

Kak mMero n3ydeHus T€HEeTUKH YeTIOBEKa TeHEATOTHIECKUH METO T CTaJIH
NPUMEHATh TOJBKO C Havasa XX CTOJETHsA, KOTJa BBIICHWIOCH, YTO aHAIN3
POIOCIOBHBIX, B KOTOPBIX MPOCJCKUBACTCSA Tiepenavya U3 TOKOJCHUS B
MOKOJICHUE KaKOTO-TO TIpu3HaKa (3aboJieBaHMs), MOXKET 3aMEHUTh €000
(bakTHIeCKH HENPUMEHHMBIM B OTHOIICHUM YEIOBEKa THOPHIOIOTHYCCKHMA
METOI.

[Ipy cocTaBICHHH POJOCIOBHBIX HCXOJHBIM SIBIIICTCS YEIOBEK —
pOOaH, POIOCIOBHYIO KOTOPOro m3y4aroT. OOBIYHO 3TO WM 0OJBHON, WIH
HOCHUTEIIb OMNpPEACICHHOTO MpHU3HaKa, HACJIeJOBaHUE KOTOPOTO HEO0OXOIUMO
u3yduTh. [IpM coCTaBICHHWH POJOCIOBHBIX TaOJHUI] HCMOJB3YIOT YCIIOBHBIE
o6o3nadyenus, npenjoxenusie . KOctom B 1931 1. (pumc.9.) Ilokosenus
0003HAa4YAIOT PUMCKUMH IUdpamMu, HWHIUBUIOB B JAaHHOM TIOKOJCHUHU —

apaOCKUMH.
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Puc. 9. YcnoBubie 0003HauE€HMS IPU COCTABJICHUU POA0CI0BHBIX (10 . FOcTY)

C nmnoMOIIbI TEHEAIOTHMYECKOr0 METOoJa MOXET OBbITh yCTaHOBJICHA
HACJICJICTBEHHAs: 00YCJIOBJICHHOCTh M3y4aeMOTO IPU3HAKA, a TaKKE THUI €ro
HacjenoBaHus (ayTOCOMHO-JOMHHAHTHBINA, ayTOCOMHO-PEIECCUBHBIN, X-
CUEIUICHHBIN JOMWHAHTHBINA WM PELeCCUBHBIN, Y-cluerieHHbiit). [Ipu anammse
POIOCIOBHBIX IO HECKOJBKUM MPU3HAKAM MOKET OBITh BBISIBJICH CIICTIJICHHBIN
XapaKTep WX HACJEIOBaHUs, YTO MCHOJIb3YIOT MIPU COCTABICHUH XPOMOCOMHBIX
KapT. OTOT METOJ TO3BOJSET W3y4aTb HMHTEHCHUBHOCTh MYTAallMOHHOTO
MPOILIECCA, OLUEHNUTh SKCIPECCUBHOCTH M MEHETPAHTHOCTh auienst. OH MMpPOKO
HCTIOJIb3YETCS B MEJTUKO-T€HETUYECKOM KOHCYJIbTUPOBAaHUU  JUIA

MMPOTHO3UPOBAHUA  IMOTOMCTBA. OI[HaKO HCO 6XOI[I/IMO OTMCTUTH, YTO
3/



TEHEATOTMYECKUM aHAIN3 CYIIECTBEHHO OCJIOKHAECTCSA IIPU MAaJOJETHOCTH
ceMmell. ['eneanornyeckuii MeTo 1 (METOJT COCTABIIEHUS POAOCIOBHBIX) TO3BOJISET
IPOCJEINUTh HACIEIOBAaHUE MPU3HAKOB (HOPMAIbHBIX WM MATOJOTHYECKUX) B
psAy TIOKOJEHHMH C YKAa3aHMEM pPOJCTBEHHBIX CBSI3€M MEXIYy YJICHAMHU
POJIOCIOBHOM. On BKJIFOYAET B cebs JBa JTana:
* COCTaBJEHHE POJOCIOBHOW HA OCHOBAaHWU CBEACHUH, MOJYYEHHBIX OT
mpo0OaHa, ¢ UCIOJIh30BaHUEM CIICIMATLHBIX CHMBOJIOB (0003HaueHus KOcTa);
* aHAJM3 POJOCJIOBHON (ONpEIENICeHUE TUMA HACJIEAOBAaHUS, T'€HOTHUIIOB BCEX
YJIEHOB POJOCJIOBHOM, MPOTHO3UPOBAHKE MTPOSIBICHUS ITPU3HAKA Y IOTOMKOB).
AHaM3 OCHOBAaH Ha TEHETUYECKHX 3aKOHOMEPHOCTSIX MOHOIEHHOTO
HACJIEJOBAHUSl MEHACIMPYIOIMX NPU3HAKOB. MeEHIenUpyonmi Mpu3HaK
AIbTEPHATUBEH, JIUCKPETEH, JIETEPMUHUPOBAH HAJIMYMEM CBOErO ayulelis,
MIPOCJICKUBAETCS MO ITOKOJIEHUSIM M TOJUYHUHSETCS 3aKOHaM pPacUICIUICHUS.
JIUCKpETHOCTh ~ MpHU3HaKa MOXKHO  OLEHUTh MO0  MOP(OIOTrHYECKUM,
bu3nosoTHYECKUM, OHOXUMUYECKUM, KIMHUYECKUM, HMMYHOJIOTUYECKUM
kputepusiMm.  bombiryto  paboTy 1Mo cUCTEMaTH3alMU  M3Y4YEHHBIX
HACJIEICTBEHHBIX MpU3HAKOB MpoBoauT M. Kblocuk u myOnmkyer uX B BHIE
«Karanora MEHEIMPYIOIINX IPU3HAKOB y YEJIOBEKAY.
PonocnoBHple  MMEIOT  XapakTepHbIM  BHI, KOTOPBIA  ONpENEseTCs
OCOOEHHOCTSIMU THUIA HACJEIOBaHMs: ayTOCOMHOE U CLEIUIEHHOE C MOJIOM;
JOMUHAHTHOE M peueccuBHoe ). Kaxkaplil TUN HacienoBaHHs HMMEET CBOU
crieupuuecKkue 0COOEHHOCTH.

['eHeasiornueckuii MeETOJ SBJAETCS SKBUBAICHTOM THOPUI0JIOTUYECKOTO,
KOTOPBIN MOTU(PUIIMPOBAH B COOTBETCTBUHU C COLIMATIbHBIMU U OUOJIOTUYECKUMHU
ocoOeHHOCTsIMU denmoBeka. OH HCHONB3YyeTCsl B MEIMKO-TeHETHYECKOM
KOHCYJIIbTUPOBAHWHW, JUII  ONPENEIECHUS  CLEIUICHHOTO  HAacCJelIOBaHMs,

NCHCTPAHTHOCTHU I'€HOB u Ap.
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PoxociioBHbIe 1NpH  ayTOCOMHO-IOMHMHAHTHOM  HacJjedoBaHuu. [
ayTOCOMHOTO THIIAa HACJECNIOBAHMS B IIEJIOM XapakTepHA paBHAs BEPOSITHOCTh
BCTPEYAEMOCTH JTAHHOTO NPH3HAKA KAK y MYKUYMH, TaK U Yy KEHUMH. JTO
OOYCJIOBIEHO OJMHAKOBOW JBOMHOW 1030 TE€HOB, pPAaCIHOJIOKEHHBIX B
ayTocoMax y BCeX MpeCcTaBUTENeH BUIa U TTOJIYy4aeMbIX OT 000UX POJIUTEIICH, U
3aBUCUMOCTBIO Pa3BUBAIOILIEIOCS MNpPHU3HAKa OT XapakTepa B3auMOJICHCTBUS
aJJIeTTbHBIX TE€HOB.

Ecniu anamm3upyercsi mnpu3HaK, HE BIMSAIOIMIMHA Ha KU3HECTIOCOOHOCTH
OpraHu3Ma, TO HOCUTENU JOMUHAHTHOTO TIPU3HAKa MOTYT OBITh KaKk TOMO -, TaK
U TeTepo3uroramu. B ciyyae JOMHMHAHTHOTO HACJEAOBAHUS KAaKOTO-TO
MaTOJIOTUYECKOTO Tpu3HaKa (3a00JieBaHMsI) TOMO3UIOTHI, Kak MpaBuUio,
HEKU3HECTIOCOOHBI, @ HOCUTEIU ATOTO MPU3HAKA — T'€TEPO3UTOTHI.

Takum 00pazoM, Ipu ayTOCOMHO -JJOMUHAHTHOM HACJIeIOBAaHUM TPU3HAK MOKET
BCTPEYAThCS B PAaBHOW MEpPE Y MYKUMH U Y JKEHILIMH U MPOCIICKUBACTCS MPHU
JIOCTATOYHOM 10 YUCJIEHHOCTH TOTOMCTBE B KQOM MOKOJICHUU MO BEPTUKAIH.
AHanm3upys poa0CIOBHBIC, HEOOXOIMMO IOMHHUTH O BO3MOKHOCTH HETOJIHOTO
NEHETPUPOBAHUSI JTOMUHAHTHOTO ayliesisi, 0OyCJIOBIEHHOW B3aMMOJICHCTBHEM
reHoB Wi (Qaktopamu cpenbl. [lokazarenb MEHETPAHTHOCTH MOXKET OBIThH
BBIYHUCJICH KaK OTHOIIICHHE (PaKTUIECKOTO YHCIIa HOCHUTENEH IPU3HAKA K YHCITY
05KM/1aeMbIX HOCHUTEJIEH 3TOT0 MPU3HAKa B JaHHOU cembe. HeoOxoauMo Takxke
MOMHUTb, YTO HEKOTOpbIC 3a00JICBaHUSI MPOSIBISIOTCS HE Cpa3dy ¢ MOMEHTa
poxaeHus pedenka. MHorue 00J1€3HU, HACEIyEMbIE 110 JIOMUHAHTHOMY THITY,
pPa3BUBAIOTCS JMIIbL B ONPEAECICHHOM Bo3pacre. Tak, xopes I eHTHMHITOHA
KJIIMHUYECKU NposiBiseTcs K 35—40 roaam, H03HO MPOSIBISIETCS U MOJIUKHACTO3
nodek. [loaTomMy nipu mpoTHO3UPOBAHUM TTOJOOHBIX 3a00JICBaHHI B pacueT He

NPUHUMAIOTCS OpaThsl U CECTPHI, HE JOCTUTTIINE KPUTHUECKOTO BO3pacTa.

HepBoe OIIMCaHHC pOI[OCJIOBHOﬁ C AayTOCOMHO-AOMHHAHTHBIM  THUIIOM

HACJICIOBAaHUSI aHOMAJIMHM Yy 4YejoBeka Obuto gaHo B 1905 r. B Hei
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PO CJIEKUBACTCS nepenayda B pany

MOKOJICHUNHOp axudaxkmuiuu (KOPOTKOMATIOCTH).
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Puc. 10. PogocmoBHass Tipu ayTOCOMHO-JOMHUHAHTHOM THIIC HACJICTOBAHUS

OpaxuIaKTUITHSL.

ayTOCOMHO-JIOMWHAHTHBIN TUIl HACJIEIOBAHMUSL:

- 3a00JIeBaHNE HAOTIOAACTCS B KQKIOM IMOKOJICHUH, T.€. IPOCIISKUBACTCS B
POJIOCIOBHOM ITO BEpTUKAIM (KPOME CITydaeB HOBOW MyTamnu ). MyTaHTHBII
I'€H, CBSI3aHHBIN C ayTOCOMOU, MPOABIIIET CBOE JCUCTBUE KAK B TOMO3UT'OTHOM,
TaK ¥ Ir€TepO3UTOTHOM COCTOSIHUM.

- PUCK pOXKJIeHUsI 00JBHOTO pebeHKa, TPH 0THOM OOJTbHOM POJIUTENE,
coctaBisier 50%.

- 3JI0POBBIE UHIAVBUbI UMEIOT 3/I0POBBIX TOTOMKOB.

- y 60J1bHOTO MHAMBHU/ 12 O0JICH OJTUH U3 POJUTENEH, KpOME CITydyaeB HOBOU
MyTal1u.

- 00a moJ1a MopaXkaroTCs ¢ OMHAKOBOW YaCTOTOM
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3aboneBanus: cuaapoM Mapdana, cuaapom PexknmHrxay3ena, axoHapoIuia3us

v Jp.

PonociioBHBIe TP aAYTOCOMHO-PelleCCHBHOM  HAacCJed0BaHUM.
PerieccuBHbIC IPU3HAKU MPOSBISIOTCS (PEHOTUIHMUECKH JIUIIb Y TOMO3UTOT T10
PELECCUBHBIM AJUIESIM. OTH TMPU3HAKU, KaK MPaBWiIO, OOHApYXKHUBAKOTCA Y
NOTOMKOB  ()EHOTUIIMYECKH HOPMAIBHBIX pOJMUTENEH —  HOCHUTENEH
peleccUBHBIX ajuienell. BeposTHOCTh MOSABIEHUSI PELECCUBHOTO MOTOMCTBA B
sToM ciaydae paBHa 25%. Ecim onuH M3 pOAUTENIEH MMEET PELECCHUBHBIN
MPU3HAK, TO BEPOSITHOCTH MPOSIBICHHSI €r0 B MOTOMCTBE OYAET 3aBUCETh OT
TEeHOTUNA JAPYToro poAuTeNsa. Y PELECCUBHBIX POJUTENEH BCE MOTOMCTBO

YHACJIeAyeT COOTBETCTBYIOIINM PElECCUBHBIN Mpu3HaK (puc.11.)
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Puc.11. PonmocnoBHass mpu ayTOCOMHO-PEIIECCHBHOM THUIIE HACJEIOBAHHUS

(nceBporumnepTpoduyeckas MporpecCupyromias MUOIaTUs )
ayTOCOMHO-PELIECCUBHBIN THII HACJIEIOBAHUS:

- npu Opake JBYX TIETEpO3UTOTHBIX HOCHUTENECH OJIHOTO M TOTO Ke

MYTaHTHOTO PEIeCCUBHOTO reHa B cpeaHeM 50% aerelt GeHOTHUMMYECKH MOTYT
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OBITh 3/I0POBBI, HO SIBIISIIOTCS HOCUTEISMH MYTaHTHOTO PELIECCHUBHOTO T'€HA;
- 25% pereild moslydar MyTaHTHBIA PELIECCUBHBIN I'€H OT 000UX pOJUTENEH U
OyayT  TNOpaXEHbl  HACJIEACTBEHHbIM  PELECCHBHBIM  3a00JieBaHUEM
(rOMO3UTOTHI);

- 25%  Oyayr  3700poBbl  (PEHOTUIIUYECKHW U  TE€HOTHUIHYECKHU;
- o0a moJjia MOPAKAIOTCS OJIMHAKOBO;
- B POJIOCJIOBHOW TpH TakOM HACIEAOBaHUM 3a00JICBaHHE MOXKET
MPOCJIEKUBATHCS IO TOPU3OHTAJIM, MOBTOPSITHCA YE€pPe3 OJHO MM HECKOJILKO
MMOKOJICHMH;

- y 00JILHOTO poauTens pOXKIAr0TCS 3710pOBBIE NETH;
- B Cllydyae KpOBHO-POJICTBEHHBIX OpakoB MEXAYy pPOIUTENSIMU INpoOaHaa
HAOJIOJaeTcsl  yBENMYEHUS  4ucjia  OOJIbHBIX B POJOCJIOBHOM.

3aboneBanms: AI'C, ramakrozemus, MykoBuCIna03, PKY, tamaccemus.

PoxociioBHble npy JOMMHAHTHOM X-CHEIUVIEHHOM HAacJel0BaHUH
Npu3HaKa. I'eHsl, pacrosioxkeHHble B X-XpOMOCOME U HE UMEIOLIHE AJIJIENIEH B
Y-xpoMocome, MPEACTaBICHbl B T€HOTHUIAX MY)KUMH U KEHIIMH B Pa3HbIX
no03ax. JKeHIHa MoJTy4aeT IBE€ CBOU X-XpOMOCOMBI 1 COOTBETCTBYIOIINE FE€HBI
KaK OT OTIa, TaK U OT Marepy, a My)KUMHA HACJIEAyeT CBOIO CIMHCTBEHHYIO X-
XpOMOCOMY TOJIBKO OT Marepu. Pa3BHTHE COOTBETCTBYIOIIEIO IIPU3HAKA Yy
MYXYUH OIPEAECIACTCS EIUHCTBEHHBIM ailIelIeM, IPUCYTCTBYIOIIMM B €r0
FEHOTHUIIE, & y JKCHIIMH OH SBJAETCSA pPE3YJbTaTOM B3aUMOJCHCTBUSA JBYX
QJUICJIBHBIX T€HOB. B CBA3U € 3TUM IIPU3HAKY, HACJIEAyeMbIe IO X-CLEINIECHHOMY
TUILY, BCTPEYAIOTCA B MONYJSLMUU C Pa3HOM BEPOSATHOCTBID Y MYKCKOTO H
YKEHCKOT'0 I0JIA.

IIpy gomMuHAHTHOM X-CLECIUICHHOM HACJEAOBAaHWM IMPU3HAK Yalle
BCTpEYAETCS y JKEHIIMH B CBS3U C OOJbIIEH BO3MOKHOCTHIO TOJYYEHUS MU
COOTBETCTBYIOILET0 ajviesst JIMOO OT OTLa, MO0 OT MaTepu. MyKUMHBI MOTYT
HACJIEOBaTh 3TOT NPU3HAK TOJBKO OT Marepu. JKEeHIMHBI ¢ JOMUHAHTHBIM

IMPHU3HAKOM IIEPCAar0T €ro B paBHOﬁ CTCIICHN JOYCPAM U CbIHOBBLAM, 4 MYKYHWHDBI
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— TOJIbKO Jo4epsiM. CbIHOBbSI HUKOT 14 HE HACJIEAYIOT OT OTLOB JOMUHAHTHOTO
X-CHUEIUVIEHHOTO Tpu3Haka. llpumepom Takoro Turia HaciIEIOBaHUS CIIYKUT
onucaHHas B 1925 r. ponocnoBHasd ¢ oarnuxynapHeiM Kepamo3om —KOKHBIM
3a00JIEBaHUEM, COIPOBOXKIAOIMMCS NOTEPEH pecHul, OpoBel, BOJOC Ha

T'OJIOBC.

19 G
55 5w
IR

(pommukynsspHBIN KepaTo3)

X-CLENJCHHbIA JOMUHAHTHBIM THIL:

- y 6011bHOTO MipoOaH1a 00s13aTeNILHO 00JICH OJIUH U3 POJIUTENICH;

- y 60JIbHOTO OTIIa BCE I0UepU OOJIBHBI, @ CHIHOBBS 3/I0POBHI;

- y 601bHOY MaTEpH PaBHO BEPOSTHO POKICHUE O0IHHOM J0YEpH ¥ OOJILHOTO
CBIHA;

- Y 3JI0POBBIX POAUTENICH BCE ICTU OyIyT 3I0POBHI;

- OOJIBHBIX )KEHIIMH B 2 pa3a 00JibIie, 4eM O0JIbHBIX MY)KUHH.

3aboneBanus: pocdarnuader, cunapom Perra, Kodduna-Jloypu, l'onbuau ap.

PonociioBHble mnpu  peneccMBHOM  X-CHEIUIEHHOM  HAcCJieJOBaHUM
NPU3HAKOB. XapakTepHOW OCOOCHHOCTHIO POJOCJIOBHBIX MPU JAHHOM THIIE
HACJICIOBaHUsI  SIBJSIETCSl MPEUMYILECTBEHHOE TMPOSIBIICHUE TIPU3HAKa Yy

TCMHU3UTOTHBIX MYKUHWH, KOTOPBIC HACIICAYIOT €Io OT MaTepefI C IOMHWHAaHTHBIM
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(eHOTUNOM, SBISIOUMXCS HOCHUTEILHUIAMM peleccuBHOro amiens. Kak
IIPABUJIO, NIPU3HAK HACJEAYETCs MYKUYMHAMM 4YE€pe3 IOKOJCHHE OT JeAa II0
MAare€pUHCKOM JIMHUM K BHYKY. Y OKCHIIMH OH NPOSBIKIETCS JIMIIb B
FOMO3WTOTHOM  COCTOSIHMM,  BE€POATHOCTb  4YE€r0  BO3pacTaeT  IpH

OJIM3KOPOACTBEHHBIX OpaKax.

HanGonee n3BecTHBHIM MPUMEPOM PEIECCUBHOTO X-CIIETIIICHHOTO HACJICA0BAHUS
aBiseTcs eemoguaus. HacneqoBanue remoduimu Tuma A TpeACTaBICHO B

POZIOCIOBHOM NOTOMKOB aHIJIMACKOW KOPOJIeBbI Bukropuun

Jiznans 11,
BEAHKHA TepUOT
E‘mpr]l[ lecEicEri
epior Dayapa
Cancon-Kobypr- mepuir Henresid
Vorexud (1767-1820)
Amept Bukcropun .
{1819-1901) _J J
Binropas Amica Enesa Tevnnang
o ol 2 o 35;:;.. —
N'I’PHA THata |

BHrm:I ‘hmm‘ .

.'u.mm*m m: Am¢-um X

m" 'ﬁi}i &‘igjr:

pitzal
Hafaep L) Topr v {i}

Bwpren ||

rnpnu:lr' ['eapr
FJHH..'I vl

Maywrrferon  Carnaayng
Bupuances®  Tpvecnd

Maprapet
I"Lri.u Cu-d:u

Puc .13. PogocnoBHas npu X-cremieHHOM perieccuBHOM ture. HacnenoBanue

reMopumu THMa A TIPEACTABICHO B POJJOCIOBHON IMOTOMKOB aHTJIHMHCKOM

KOpPOJIeBbl Buktopumn

X-CLETUICHHBIN PELECCUBHBIN THIL:
- 3a00JieBaHuE HAOJIIO1aeTCsl Y MY>KUYMH-POICTBEHHUKOB ITPO0OaH1a 10
MAaTE€PUHCKOM JINHNU;

- CBIHOBbLA HUKOTI' 1d HC HACJICAYIOT 3a00JIEBaHUE 0THa; BCC €ro JOYCPH 3J0POBEBI
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U SIBJISIIOTCS T€TEPO3UTOTHBIMU HOCUTENSIMU MATOJIOTHY€CKOT' O TeHa;
- €CJIM JKEHIIMHA SIBIISIETCS T€TePO3UTrOTHBIM HOCUTEIIEM MAaTOJI0THYECKOTO T'eHa,
TO TIOJIOBMHA €€ CHIHOBEH OOJIbHBI, a BCE 10YEPH 37]0POBBI, IPHYEM MOJIOBUHA
no4depeit - reTepOo3UroThie HOCUTENH MAaTOJIOTUYECKOT O T'eHa.

3aboJsieBaHus: HECaxapHbIN quader, 1eUInT riaoko30-6-hocdar-
JEeTUIpOTeHa3bl, MbIlieuHast AUCTpo dust Hromena, remopwms A, B, uxtno3s,

CUHAPOM AapcKorau Jp.

PoxocioBHbie npu Y-cuemieHHOM HacJeaoBaHuu. Hamuue Y-XpoMoCOMBI
TOJIBKO Yy TIPEACTABUTEICH MYKCKOTO II0Jla OOBACHAET OCOOCHHOCTH Y-
CLETUICHHOTO, WM TOJIAHIPUYE-CKOTO, HACJICIOBAHUS IPHU3HAKA, KOTOPBIN
OOHApY)KMBACTCS JMIIIb y MYXXYHWH W TEpPEIaeTCs M0 MYKCKOW JMHUH W3

IMOKOJICHUS B ITOKOJICHUC OT OTHA K ChIHY.
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Puc. 14. PopocnoBHas 1mipu Y-CUECIUICHHOM (TOJAHAPUYECKOM) THUIIE
HacyenoBanus. HacnenoBanue runepTpuxosa.

OnHUM U3 MPU3HAKOB, Y -CLEIUVIEHHOE HACJIEI0BAaHUE KOTOPOIO Y YEIOBEKA BCE
eme oOCYXKIaercs, SBISAETCS cUNEepMpPUxo3 YUWIHOU PpPAKOGUHbI, WIA HATMYHUE
BOJIOC Ha BHEIIHEM Kpae yIIHOW pakoBUHBI. [Ipenmomnarator, 4To B KOPOTKOM
wiede Y-XpOMOCOMBI KPOME 3TOTO I'€éHa HAXOMSTCS TIeHbl, OMNpPEAeIoIune
MyXckoil moJi. B 1955 r. y Mmbinm onmcan omnpenensieMbii Y -XpoOMOCOMOM

TPAHCIUIAHTALIMOHHBIN AaHTUTEH, Ha3BaHHbIM HY. Bo3MoOxHO, OH sBisieTcs
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OMHUM H3 (PAKTOPOB MOJOBOHM AUGPGHEPEHIUPOBKH MYKCKUX TOHAMA, KICTKH
KOTOPBIX HMEIOT PELENTOPhl, CBA3BIBAIONIME 3TOT aHTUTeH. CBS3aHHBIN C
PELENTOPOM aHTUTE€H AKTUBU3UPYET Pa3BUTHE TOHAIBI [0 MYXKCKOMY THILY .
OTOT aHTHIeH B TMPOIECCE OHBOJIOLUUU OCTaJICS TOYTH HEU3MEHHBIM H
BCTpEUYAeTCsl B OpraHU3Me MHOTHX BHJIOB JKUBOTHBIX, B TOM YHCJIC U YEIOBEKA.
Takum 00pazoM, Hacye0BaHUE CIOCOOHOCTH K Pa3BUTUIO TOHA TIO MY>KCKOMY
TUITY OTPEAeNseTCs FOJaHAPUIECKUM I'€HOM, PACIIOJIOKEHHBIM B Y -XpOMOCOME
ITpu HacnegoBaHuu:

- MPU3HAK MEPEAACTCS BCEM MaTbYHKaM.

- IPU3HAK MPOSBIISIETCS TOJIBKO Y JIUI] MY>KCKOTO I0JIa.

- IATOJIOTUYCCKUC MYyTalluH, 3aTparuBarOT (bOpMI/IpOBaHHC CCMCHHUKOB.

MuTOXOHAPHUAJIBHOE, UJIU IATOIIAZMATHYECKOE HACJIEIOBAHUE — 3TO
HacjenoBanue reHoB Jokamm3oBaHHBIX B JIHK muroxormpwuit. OcobeHHOCTH
ATOTO THUIIA HACJICIOBAHUS ONPEACISIIOTCS TEM, MUTOXOHJPHM B KIIETKaX
YEJI0OBEKA BCETIa UMEKOT MAaTEPUHCKOE MPOUCXOKIEHUE, MMOCKOJIBKY MOMAIA0T
B 3UTOTY TOJILKO C IIUTOIUIA3MOM SIMIEKIIETKH (TOJI0OBKA CIIEPMUEB MPAKTUUECKU
JIMIIIEHA [UTOIIa3Mbl U IUTOIUIA3MTHYECKUX CTPYKTYp). MHUTOXOHApHUATbHAS
JHK conep uT HECKOIBKO ThICAY T'€HOB. MyTallMu 3THUX F€HOB MPHUBOJIST K
Pa3BUTHUIO JIOBOJILHO TSXKENbIX 3a00JI€BaHU HEPBHOM, MBIILIEYHON CUCTEMBI U
OpPTaHOB YyBCTB, KOTOPBIE COCTABIIIIOT OCOOYIO IPYIITY MAaTOJIOTUH YeJIOBEKa —
MUTOXOHApHAIbHBIE ~ OoJie3HW. JIIsI MUTOXOHAPHAILHOTO HACIICAOBAHUS
XapakTepHbl CJleayIolye 4epThl: bole3Hb mepenaeTcsi TOJIbKO OT MaTepu;
00JICIOT W MallbuYMKH, W JCBOYKH; OOJIbHBIC OTIBI HE IMepeaaroT OOJIe3HU HU
0YepsM, HU CHIHOBBSIM. K MUTOXOApHATLHBIM 00JI€3HSIM OTHOCATCS: aTpodus
3puTenbHOTO HepBa Jlebepa, mporpeccupyromas o(praabMOIIErusi, CUHIPOM

LenmbBerepa, cunnapom Kepuca-Ceiipa, MUTOXOHApHUAIbHAS MUOTIATHS .
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15 puc. HacnenoBanue atpoduu 3puTEIbHOTO HEPBA

HO HOCUTEJIEN HEMPOSBIIEHHOTO
peLiecCMBHOTO reHa, Aa; TeHOTHII
300poBBIX AA

Tadbmumna 1.
AyTocoMHOe Hac/IeTOBaHKe
AyTocoMHOe (reHbI HAXO/ISATCA B Ay TOCOMAX)
Twrbr TIOMWHAHTHOE peneccMBHOe
Hac1 BaHWA
aciIenosa Pedn mpeT 0 KJ1accuyuecknx pogocIOBHBIX
¢ DOJTBILIMM YMCTIOM IOTOMKOB
[Tpu3HaK OOMHAKOBO MPOSBIIAETCA 11 Y MYXXUMH, U Y XKeHIIUH
[Ipu3Hak (HOpMasIbHbIN MK [Ipu3Hak (HOpMasIbHBI MU ATONO-
TATONIOTMYECKWIT) BCTPEUAeTCst B | TMUECKITL) MMeeTCs He B KaKIOM I0-
KaK[OM TIOKOJIeHWY (IIpOsiByle- | KOJIeHVM, MOXeT OBITb IIPOCKOK depe3
He IIpU3HaKa 1ieT 110 BepTrka- | O4HO IIOKOJIeHME MK HECKOJIbKO
JIVL V1 110 TOPV30HTaIN) IIOKOJIeHNY (IIposiB/IeH e IIpu3HaKa
WJIET TI0 TOPVM30HTAIIN)

BorbHBIX B pomociioBHOM MHOTO | BosIBHBIX B POOCTIOBHO Masio

OcobenHoctit

HACTIeOBAHIS BornbHEle fieTH poXaAI0TCA OT BorbHbIe fieT MOTYT pOKIAThCSA
DonmbHEIX pofuTetelt (0THOTO oT OOJTbHBIX pOyTeNiert 1 0T de-
VIV JIBYX) HOTWIIVYECK 30POBBIX POIUTeNIeT,

yae B POJICTBEHHBIX Opakax

[erornir DobHbIX AA, Aa; ['erornm OosnbHBIX aa;
TeHOTHII 3IOPOBbIX aa TeHOTHTT (PeHOTUITMHUECKY 310POBBIX,

47



BepositHocTh AA — AA=100% AA — AA=0 AA - Aa=0
mpossienns mpu- | AA — Aa=100% Aa — Aa=25%
3HaKa B Opakax | Aa— Aa=750% AA —aa=100% |[AA —aa=0
Aa —aa=50% aa —aa=0 Aa —aa=50% aa—aa=100%
Kapwt et m1a3, ecuymkg, [T | TormyBort 1iBeT 17123, cBeT/Ible BOIOCH,
i [II rpyrimr KpoBy, PABOPYKOCTD, | PhUKKE BOTIOCHL, IPSMbIE BOJIOCH,
OP* | remmbie Boroh, Rh-dpaxrop, MATUIIATIOCT, HOPMA/IbHOE 3peHie,
g [ MV™ | obmbicenite rHeTHOE, KYMpBbIe | MPUPOCITAS MOUKA YXa, KOPOTKII
é Hble BOJIOCBL, [JIVHHBIE PECHVILIB, PeCHUIIBL, JIEBOPYKOCT, | rpymima
4 cBODOTTHAA MOUKa yXa KpoBM
o,
= Axonpiporuiasis, O130pyKoCTb, | AJIKAITOHYpYsi, aTbOMHI3M,
E. OpaxuaaKTHIINS, TUTIePTPUX03 aHO(TA/IbMIA, ATPOWA 3PUTEIb-
9 YHMBEPCA/IbHLIV, KaTapakTa, 10- | HOro Hepsa, 0ostestn Tes Caxca
§ aro- ympakTwmms, cuanpom Mapdana, | Buimbcona-Konosanosa, raakrose-
é‘ Jgg;l;rqe- HevpoubpoMaTos, 0TOCKIEpO3, | M, TIyX0Ta BpOXeHHas, MyKOBVIC-
T0IATPa, CMEAAKTIUIS, Ty0epos- | 1103, HeUyBCTBUTEIIbHOCTB K 00,
HBIVT CKITepO3, Xopest [ eHTHHT- MATMEHTHAsE KCepOZIepMa, TIporepis,
TOHa™ (peHIIKeTORYpIS, PPYKTO3YpIL
[Tpumeuanusi:

*B aTy Tpymiy BONUIM HW3MEHEHHBbIC MPHU3HAKH, HE CHIDKAIONHME OOIIyro
KU3HEACATEIbHOCTh
**MokeT OBITh IM03/1HEE MPOsIBICHHE 00J1e3HU (X0pesi ' eHrnHIr ToHa), HeMoJIHas

opraHnu3ma.

NIEHETPAHTHOCTh (momarpa) u BapbUPYIOIIAs AKCTPECCUBHOCTD
(HefipouOpomMaTo3 — OT OTHENbHBIX «KO(PEWHBIX 3€peH» Ha KOXKEe J0
(udbpomaro3HbIX OIYXOJIEH).
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Tadomuma 2

HacnenoBaumue, crierieHHOE ¢ II0JIOM

CuemnieHHOE ¢ H0OJIOM (TEH])I HaxoJAaTCAaA B
HeroMoOJIOTMYHBIX YYacTKax I10JIOBBIX XPOMOCOM)

Tunb X-xpomocoma Y-xpomocoma
Hac/1eN0BaHMsI JToMUHaHTHOE Pereccusroe ToJ1aHIpIYecK il TIIT Ha-
_ _ _ UIef0BaHNS (TOMMHAHTHbI
Peur mmer o KiaccHueckmx POHOCIIOBHBIX C QobLIIIM ~
_ ¥ PEeLIeCCUBHBI)
YHCIIOM TIOTOMKOB
BoibHble BcTpedaroTes BosteroT varie My>K4KHBL, [TpusHak BcTpeuaeTcs
B KaoKIOM MOKOJICH A XapaKTepeH «IIPOCKOK» TOJNBKO Y MYXKUVH
(mposiBIieHite MpH3HAKa Hpu3HaKa 4epes mo-
VLT 110 BePTHKAIIN 1 110 KOJIeHVIE
ropusonTai). boneror
YALIE KeHIIHBI
BosbHEIX B pOI0CIIOBHOM BosbHEIX B POIOCIIOBHOM
MHOTO Majio
bosbable et poxpaiotes | bonbHO chiH MOXeT bBonbHO chiH poxkIaeTes
oT DOJIBHBIX POaMTENIeN POIUTBCS OT 300POBbIX oT DOJIBHOTO OTLIA
OcoBenHoCTI (oEOrO VIIH 1BYX) pogyrreneit (MaTb reTepo-

HaclieJ0BaHMA

3urorHa). bonbHag nous
POXIAeTcs TOIBKO OT D0JIb-
HOTO OTLA, TPV 9TOM MaTh
310poBast (reTeposuroTHa)
i OonbHag

Terorun Gonbrbix XAXA,
XAXa, XAY;

FeHOTUIT 3[I0POBBIX XTX?,
X3y

TeroTim OonmsHBIX X3, X2Y;
reHOTHII (PeHOTHUITNIECKI
3MOPOBBIX, HO HOCHTEJ1elt
HEIIPOSB/ICHHOrO periec-
CHMBHOTO rera, XX

FeHOTUIT 310PoBbIX XAXA,
XAY

TerioTun Gonbabx XY
(XY?);

FeHOTHII 3A,0POBbLIX XY?
(XYA)**

BeposiHocts 1. XaX2 — XAY Bee 1. XAX2 — XAY XX — XYA
HpOsBIIeHS IPU3HAKA B CBIHOBbS 3710pOBbI (X*Y), 50% cbiosen bonbrel (X*Y), | 100% cbiroBeR 60JIbHBL
Opakax jtouepn GostbHb (XAX). nouepn 310posbl (XAX?, (XY
(mpumepsr) 2. XAXa — X3y XAXA). XX — Xy?
50% ceirosert (XAY) n50% | 2. XAX2 — X2y 100% ceiHOBeit GOJIbHbL
nouepeit (XAX?) GostbHbl 50% mouepert GobHBI (XY?)
(X2X%), 50%
*Hopmais- Hopmainbroe cseproisa- Hom.: HOpMabHOE CTPO-
- Hble HIe KPOBI, HOpMaJlbHOe eHe JITiepMIca KOXI,
g LIBETOOLIyIeH e, 00bIY- - OTCYTCTBIE BOJIOC Ha
% HBIV 11BET W TOJIIIMHA YUIHOV PaKOBHEHE 1 Iepe-
%‘ IMaIN MOHOK MEX[Y MaJIbLIaMi
; ITatonoru- Lger amaim 3y0os — Temodpring, nanbToHMsM, PerL.: yxT103, runeprpu-
by HecKie KOPUYHEBbII, 04arosas cuegpom Jlenra-Huxana X03 (JIOKaJIbHBIIT) YIIHOM
g IATOTUIA3HS KOXU, THATO0- (Memra-Harisira), Mblitred- | pakOBMHBI, EPEIOHKM
l% IUIA3VS OMAJIA, BITAMWUH Hag qucTpodus MEXI1y IHa/lbLiaMil
D-yCTOMYMBLIA PAXUT,
OICYICIBIE PesrioB
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[Tpumeyanusi:
*B  mosoBbIXx XpomMocoMax X H Y JIOKAIM3YIOTCS HE TOJBKO TEHBI,
ONPEAEISIIONIME HOPMAILHOE PA3BUTHE JKEHCKUX M MYKCKUX MEPBUYHBIX U
BTOPUYHBIX TOJIOBBIX THPU3HAKOB U (POPMUPOBAHUE COOTBETCTBYIOIIETO
deHoTuna, HO W TEHbl, JACTEPMHUHUPYIOLIME Pa3BUTHUE APYTUX MPU3HAKOB
OpraHu3Ma.
**B nanHoM cirydae OykBeHHbIE 0003HAaYEHUs HOCSAT YCJIOBHBIN XapaKTep.
Cratuctuyeckasi oopadorka pe3yabraToB. [lomydeHHble HUPpPOBBIE
JAaHHbIE CTAaTHUCTUYECKH oOpabaThlBali Ha NEPCOHATHHOM KOMIIBIOTEPU C
MCII0JIb30BAHUEM Mparpam JjIsi CTAaTUCTUYECKOr0 aHan3a. Beruecisim Cpegnee
apumernaeckoe (M), cpenHe KBaapaTHIecKoe OTKIOHEHHUE (G), MPOIEHTHYIO

ommoky(m%),kpurepuii Cthrogenra(t), BeposstTHocTh ommbku (P).
3akmovenus no |l rnage.

B wnccnenoBaHusAX MBI HCHOJNB30BAIA LUTOTCHETUYECKUH W KIIMHHKO -
reHeoJIornueckue MeToibl. OObEKTOM IMTOTEHETUYECKUX UCCIICA0BAHUN OBLIH
muM@ponuTel  nepudepudyeckod  KpoBu. [ mpoBeneHHs — KIMHUKO-

TCHCOJIOTUICCKOTO aHaJIn3a Mbl COCTABJIAIN pOAOCIOBHBIC.

50



IJIABA 111. PE3YJBTATBI COBCTBEHHBIX UCCJIEJOBAHUI

1. Onpenesienne ypoBHsl cHnenqu(pUUIECKHX XPOMOCOMHBIX U O0IIMX
AMCKPUMHMHALMOHHBIX a0eppanuiiy 00JIbHBIX Pe THHO0JIACTOMOM U Yy

cuOCcoB

Hamu Opimm oOcnmemoBanbl 34  OonbHBIX,78 cubcoB mpobanma,30
310pOBBIX Jrofiei. bompHbie 61T B Bo3pocTe oT 0 10 5 nmer. Becem GoabHBIM
IPOBOJWINCH KJIMHUYECKUI
OCMOTP,0PTaTbLMOCKOHS, JuadaHocKomus,0noMukpockomnus. 13
UNTPYMEHTATbHBIX MeTo10B  oOcnenoBanus-Y3W, V3" rnaz opour,KT
opoutr,MPT opOwur.

N3 JabapaTopHbBIX o0cnenoBaHui-0 0TI aHaIN3
KpPOBU,0MOXUMUSI, KOaryjaorpaMmma KpoBH.

[Ipu TmaTenbHOM OOCIECIOBAHMHM MEPBUYHBIX OOJBHBIX (MX ObLTO 34
YeNOBEK) OKa3aJloCh, UYTO Y 4-X OOJIbHBIX C MOJAO3PEHHEM Ha peTUHOOIaCTOMY
ObLIM BBISIBIEHBI: | miceBpopeTnHOoOIacToma, 1-perunut Koarca,2-BposxieHHas
KaTapakTa.

OHu ObUM B3SATHl MOJ JMHAMUYECKHM KOHTPOJb,UM MPOBOJUIND
o(pTaTLMOCKOTIMS C palMpeHHbIM 3paukoM U Y3U rnaz-1 pas B 3 mecsua B
YCJHOBUSAX KOHCYJIbTaTUBHOW nosmkimHukun POHLL M3P V3.

B cempax 30 OOJbHBIX, y KOTOPBIX OBbUT TOTBEPXKACH IHUArHO3
peTHHOOIacTOMa U MAMEeHTy CIICEBIOPETUHOOIACTOMOM MPOBEIEHO MEIUKO-
IFEHETUYECKOE KOHCYJIBTUPOBAHME CPEAM POJICTBEHHUKOB IEPBOW CTEIECHU
poactBa. OHM OBUIM HANpPaBIEHBI JJIs1 LIUTOMEHETUYECKOTO HCCIEA0BaHUS Ha
HAJIMYUE XPOMOCOMHBIX a0eppaluii U ycTaHOBJIEHUs Hacienyemocth Pb B
ceMbe. BpInosmHeHo KyJbTUBUpOBaHUE nepudepuyeckoit kposu 30 60JbHBIM ,1
00JIILHOMY C TICeBIOpeTHHOOIacTOMOM ,30 310pOBBIM JIHOJAM U 78 cubcam
(KpOBHBIC  POJCTBEHHUKH,  POJAUTEIN,0a0yIIKK,  JCHYIIKH,  Oparhs,

cectphl).KynbTuBHpOBaHue KpoBU , 00pabOTKYy U MUKPOCKOMHPOBAHUE BCEX
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o0pa3moB NPOBEACHHI IO CTAaHAAPTHBIM METOJAM  ITUTOTCHETHYCCKHUX
HCCJICIOBAHMI.

Hamm uccnenoBanusi mokaszajiy 4To 4acToTa crienuduueckux adepparuii
xpomocoM (130-) y OonpHBIX peruHoOIacToMoi coctaBuia 16.7% (5/30), y
cubcoB 5,1% (4/78).

Ta0Omuma 3

Yacrora cnenuduueckux adeppanuii xpomocom (139-) y 60JbHBIX €

pPeTHHO00JIaCTOMOM U MPOOAHIOB

OO0OcnenoBaHHbIE Kom-Bo o0caenoBanunix | KommuectBo  murm ¢
JINIL crienupuuecKuMu

abeppanusmu ,% (Nn)

[TpoGanb 30 16,7% (5)

CuOchI 78 51% (4)
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78

60 A

50 A

B Kon-Bo auu ¢ cned,
abeppaunamu %

40 -

b
as

30 - B Kon-8o 0bcnegoBaHHbIX
16,7

20 A
51

KON-BO
obcnenoBaHHbIX

Kpome TOro, moisydeHHbIE NaHHBIC TMO3BOJMIM YCTAHOBUTH, YTO MPH
peTrHOOaCTOME AUCKPUMUHALIMOHHBIA YPOBEHH XPOMOCOMHBIX abeppariuii
coctabmin 11,2%. B rpynmne B KOTOpOK BXOAWIE 3A0POBBIE JISAU
JTUCKPUMHUHAIIMOHHBIN YPOBEHb XpOMOCOMHBIX abepparuii coctaBui 1,2%. OTtu
JaHHBIE TIOKA3bIBAIOT UTO MIPU PETUHOOJIACTOME JUCKPUMHUHAIIMOHHBIN YPOBEHB
XpPOMOCOMHBIX aleppauuii y mpoOaHAOoB B HECKOJbKO pa3 OOJblIe YeM y
300pOBBIX Joneli. B rpymme B koTOopoit Oblmm cHOCHI MPOOaHIOB
JUCKPUMHUHALIMOHHBIA YpOBEHb XPOMOCOMHBIX abeppauuii coctaBui 4.6%.
Takum 00pa3om,y pOJACTBEHHUKOB OOJIbHBIX PETHHO0IaCTOMON HaOJIOaIach
TEHJICHIIMSI TIOBBIIIICHUSI YPOBHS XPOMOCOMHBIX a0eppaiuii. IToT (HakT umeer

IIPOTrHOCTUYCCKOC 3HAYCHUC.

B nocneanuie roasl Ha cMeHy Oe3albTepHATUBHOM SHYKIIEAUH TJ1a3 IpH
peTuHOOJIaCTOME TPULUIM HOBBIE OPraHOCOXPAHSIOLIME METOJbl JICUEHUS,

KoTOopble TeM »ddeKTUBHEe, YeM paHbllle BBISBISICTCS OMyXoib. I[lpu
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3allYIICHHBIX CJIy4dasiX IO-IPCKHCMY IIPUXOOUTCA HpI/I6CFaTB K SHYKJICAlIHH.

[IporHo3 Ui )KU3HU y TAKUX JETEN PE3KO YXYILIACTCS.

CrnenoBarenbHO, TOMCK METOJI0OB PaHHEW JUArHOCTUKH U BBIICIICHHUS
TPYII BEICOKOTO pUCKa OCOOCHHO BaXKHO, a IIMTOTEHETUYECKOE UCCIIEeI0OBaHNE
muMGOIUTOB TiepudepudIecKorl KpoBu OonbHBIX PB  maer B0O3MOXHOCTH
BBISIBJISITH CaMble paHHHME MPU3HAKU PA3BUTHUSL OITYyXOJIEBOTO Ipoliecca B BHUJIE
crnenu(ruyeckux U HecHenU(PUUECKUX XPOMOCOMHBIX HapyIICHUH. AHAIM3
XpOMOCOMHBIX  HapymeHuid B  JuUMGOUMUTaX MO3BOJSIET HA  JTare
JOKIMHUYECKOTO Pa3BUTHUS OITYyXOJIM ONPENEISTh PUCK €€ Pa3BUTHSI, HAIPUM €P
y 310pOBbIX CcHOCOB OoJsibHBIX. [l0 COBOKYNMHOCTH cHeUPUUECKUX U
HEeCTIEU(PUUECKUX XPOMOCOMHBIX HAPYIIEHUH TUTOT€HETUYECKUI METO aéT

BO3MOKHOCTDH OIIPCACILITL IMMPOTHO3 U HCXOJ JaHHOT'O 3a00JIeBaHMs.

Taoauna4.

[{uToreHeTnyeCcK1il aHanu3 KyJIbTUBUPYEMBIX JIMM(POLUTOBIIEPUPEPUYECKOM
KpPOBH OOJIbHBIX PETHHOOIACTOMOM, TCEBAOPETUHOOIACTOMOM , CHOCOB U
3JI0POBBIX JIFOAEH

O0ceroBaHHbBIE KommuaectBo KommuaectBo KommuectBo
00CIIeIOBaHHBIX | KCCIICIOBAHHBIX | abeppartuii,%
JIUIL meTtahazHbIX (n)
IJIACTUHOK
[TpoGanas! 30 1500 11,2+0.81(168)*
Cubchl 78 3900 4.6+0.33(178)*
310pOBbBIE 30 4000 1.2+0.03(48)
[lceBnopernno6aacToma 1 25 0

[Mpumeustaue * P<0.05
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I'eHeasiornyecknii aHaJIU3 NPH peTHHOOIacTOME

C nenpl0 yCTaHOBJIEHHSI YAaCTOThl BCTPEUYAEMOCTH CEMEHHBIX M CHOpa-
JTIAYECKHUX bopMm PETUHOOIACTOMBI cpenu 00paTUBIIMXCS B
oHKoodTambMoiorudeckoe otaeneHue POHI[ M3 PVY3, namu Obum
o6cnenoBanbl 30 OOJILHBIX C PETHHOOIACTOMOM.

AHKETBI 3aIl0JHEHBI i BceX 00JIbHBIX (MpoOanaoB). g aHanu3a Mbl
coctaBuiiv 30 pOIOCIOBHBIX, B KOTOPBIX COACPIKUTCS € MOJHast HHPOpMAIHs O
3-4 MOKOJICHUSIX POJICTBEHHUKOB.

N3 30 poaoCIOBHBIX JOCTOBEPHO U3BECTHO, YTO B 24 CEMbSX POJIUTEIN
npoOannoB (0onbHbIX PB) SBISIOTCS pOACTBEHHUMKAMH , B TaKUX CEMBSIX
Han0oJIee YacTo CIy4YarOTCsl CIOHTaHHbIE A00PTHI WK AETH MTOTUOAIOT 10 roja,
YTO CBUJIETENBCTBYET O BHICOKOM YPOBHE TIOPOKOB PAa3BUTHUSI HECOBMEC TUMBIX C
XKU3HBIO, TAKKE BO3MOMKHO NPUCYTCTBUE CUIBHOW XPOMOCOMHOM MAaTOJIOTHUU.
OTU K€ CeMbU MOKHO BKJIIOUHUTH B TPYMIYy CEMEH C CUHAPOMOM ‘‘pakoBas

ceMbsi”. B Hailem uccienoBaHum Takux cemeit (“pakoBast ceMbs”) 6bu10 13/30.
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Ha puc.16. B cembe Pb umeer HacsiencTBeHHyr0 (GOpMY ¢ OY€Hb BBHICOKOMU
NEHETPAHTHOCThIO, W3 4 XUBbIX wieHOB cembu B |lI moxonenunm y 3
HaOmopaercsi peruHoOiactoma cubcwl 17, 18, 19. IlenerpantHocTh Pb
coctaBisier 75% B NaHHOW cembe. Myrtanus, BO3HUKIA y OTLA, KOTOPOMY
BO3MOXHO OHa ObliIa MepefaHa MaTepblo, TaK Kak y OTI[a BO BTOPOM Opake
OoJbHBIX AeTer He Obuto. Y neredt (23, 24, 25) 3m0poBOH cecTphl MpoOaHia,
COCTOSIILIE B POJCTBEHHOM Opake CO CBOUM MYXXEM, OYEHb BBICOKA
BEPOSITHOCTh PAa3BUTHUS PETHUHOOJIACTOMBI, IMOSTOMY OHH JOJDKHBI OBITh

OTHECEHBI K IpyIIe “BHICOKOTO pUCKa’.
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Puc.16.HacnenctBeHnas popma ¢ eHETPAaHTHOCTHIO 75%.

Hanmuuune OHKOMArojoruuM JaHHOM JIOKAIM3allud y POJICTBEHHHKOB |
creienn  poxactBa (puc 17.) CBHIETENLCTBYET O  HACJCICTBEHHOMN
IIPEAPACTIONOKEHHOCTU. B 1aHHON ceMbe B TpEX NMOKOJICHUSX IPOSBISECTCS
peTuHoOIacTOMA, a OTCYTCTBHUE €€ Y MPeACTaBUTeNe BTOPOTo MOKOJICHHUS, €CTh
pe3ynbTar neHerpantHoctd rera Rbl. Crenosarensho, aetu B IV nokoseHun
MOTYT HECTH OJTOT TI€H M PHUCK pa3BUTUS y HUX WIM HUX TMOTOMKOB

pGTI/IHO6HaCTOMBI O4YCHb BBICOK.. IIoMCK M BBISIBIICHHE U3MEHECHUN B T'€HE UMEET
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OTIpeieNIsIIoNIee 3HaUCHUE i1 OOHApYKEHHUs TPYMI PHCKAa CPEId YJICHOB

“paKoBBIX ceMeEN .

1 2
3 4
5 6
9 10 11 12

. ‘ — peruHoOIacTOMA

17. puc. B nanHoii ceMbe B TpeX MOKOJEHUSIX NPOSIBISIETCS PETUHOOIacTOMA, a
OTCYTCTBHE €€ y IIpe/ICTaBUTeNe BTOPOIO MOKOJIEHUS, ECTh PE3YJIbTaT

neHeTpanTHOCTH reHa Rbl

Taxkum o6pa30M, KJIMHUKO-T€HECAJIOTUYECKUM aHalu3 II03BOJIMI BBISIBUTH

HacJieICTBeHHbIE U ciopaanueckue (18) hopmbl peTHHOOIACTOMBI.
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I Q

Puc.18. PogocnoBHas 6onpHOro y npobdanaa cnopanudeckas popma Pb, B

I[&HHOI?I CCMbC OHKOIIATOJIOT'HA HC BCTPCUAIACh.
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Ha pucynke 19 npencraBinena pogocioBHAsi CEMbH, B KOTOPOU POAUTEIIH
npoOaHa TaK e COCTOST B KPOBHOM poJCTBe. B 3Tol cembe y cubcos |-
ro TOKOJICHUS HaOMIoJalcs pak >Kemyaka, mpobaHa U ee OpaT UMEIOT
JIBYCTOPOHHIOKO  pEeTHHOONAcToMy, y Opata paHee ObUla MpOU3BEIICHA

omepalus ¢ dHyKJIealen JIEBOTo IJiasa.

10 11

15 16 17 18 19

— pax XKelyJKa U CJenoTa

— peruHOOIacTOMA

— paK KemyJKa
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— peruHOOIacTOMA

Puc.19. PonocnoBnas A. B nepBoM NOKOJIEHNUHU CO CTOPOHBI MaTEPU MpoOaHaay
npajena ObLI pak XKeIyKa, a CO CTOPOHBI OTIA — Y IIpaJieAa pak XKeayaKa 1
cienora, y Opara — JJeBOCTOPOHHsAs peTHHoOmacToma. CUHIPOM «paKoBast
ceMbsi». PojicTBeHHBIN Opak.

Tak u3 30 o6caemoBaHHBIX CEMEH B 4 IMEIOTCS POACTBEHHUKH TOJIBKO ¢ Pb, B 5
y POJCTBEHHUKOB CTapIero MokojeHus (06a0ymiku, AeyIKu, TeTH, I1H), a
TaKXKe y JBOIOPOJHBIX OparbeB U cecTep, Obuia cienota. B 3-X ceMmbsx
npo6an0B Pb coueranach ¢ OHKOTIATOJIOTHEH KEITyI0UHO -KUIIIEYHOTO TPaKTa,
a B 1-i1 ceMbe €Ile U C PAaKOM LIEMKU MATKH, B 2-X CEMbSIX — PaKOM I'OJIOBHOTO
mosra. CrenoBarensHo, (Gopma Pb B 13/30 (43%) cembsix oOHapykeHa
HACJIEICTBEHHAs

Cnopanuyeckas peruHoOiactoma mnpucyrctBoBaia B 17/30 (57 %)
ceMbsix. BO3MOXHO 3TH JaHHBIE, KaK Mbl YIOMHUHAJIM BBIIIE, HE SIBISIOTCS
TOYHBIMH, B CBSI3M C HEMONHOW wuHopMaluel Npu MPOBEACHUU
anketupoBaHud. [Io3ToMy Mbl TPOBENM IUTOTEHETUYECKYIO JUArHOCTUKY BCEX
MpoOaH 0B U UX OJIM3KUX POJICTBEHHUKOB, C IEJIbI0 BBISIBIICHUS WU3MEHEHUN B
XpoMOcOoMax.

[Touck ¥ BBISIBICHHE U3MEHEHUN B TEHOME MOKET UMETh OTPEIEIIAIONIee
3HaYEHHUE JIsl OTOOpa rPYII PUCKa CPEIH 3J0POBbIX CHOCOB B BO3HUKHOBEHHUH
Y HUX OHKOTIATOJIOTHH.

Taoaunas.
CooTHolIeHrEe HACJIECTBEHHBIX U CTIOpainyecKuXx Gopm

OO0OcnenoBaHHbIE Yucio HacnenctBennas | Cnopaguueckas
POIOCTIOBHBIX dopma % (n) dopma % (n)
BosnbHBIC € 30 43 (13) 57 (17)
peTuHOOIacTOMOM
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[lpoBeneHHbie  UCClENOBaHUS  MMOKa3aldM, 4YTO Yy  OOJIBHBIX
petnHoOmactomoil BbIsiBIeH Bbicokuid (11.2% mo cpaBuenunto ¢ 1.2% y
3JI0pPOBBIX) YPOBEHb XPOMOCOMHBIX a0eppauuii. Y 310pOBBIX POJACTBEHHUKOB
OOJIbHBIX PETHHOOJACTOMOM HAOIIOAANIOCH JOCTOBEPHOE MOBBILICHUE YPOBHS
XpOMOCOMHBIX adepparuii(4.6%; P<0,05), 4To crnocoOCTByeT CBOCBPEMEHHOMY
BBISIBJICHUIO TIEPBUYHBIX MPHU3HAKOB paka M TMOBEACHHUIO 3(P(PEKTUBHBIX Mep
JedeHus U MpoWIaKTUKU. Tarke, HAIll HCCIICAOBAHMS ITOKA3aJIH YTO 4acTOTa
cnenududeckux adeppaiuii xpomocoM (139-) y GOJIbHBIX PETHHOOIACTOMOM
coctaBmia 16,7% (6/30), y cudcos 5,1% (4/78) cOOTBETCTBEHO.

3akiil0oueHue.
PernnoOnactoma 3TO 3JI0Kaue€CTBEHHAs OIMyXOJb ceryartku riasa. Ceituac
U3BECTHO, YTO pAa3BUTUE PETUHOOJACTOMBI  OOYCIIOBIEHO  MyTaluen
OHKOCYIIPECCOPHOTO TeHa -Rbl, J0KaIM30BaHHOTO B MPOKCHMAIBHOM OTAEIE

JUIMHHOTO Tieda Xxpomocomsl 13 - (13q14.2)[33].
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Llempro  Hamiero - WCCIEAOBAaHHUA  OBLJIO  ONPEACIUTh, OO
JTUCKPUMUHAIIMOHHBINA U cTieln(UIeCKuil ypOBEeHb XPOMOCOMHBIX adeppaiuii y
npobanoB u cubcoB. [ wu3yueHus abeppauuil Mbl  NPOBOJUIH
IUTOT€HETUYECKUI aHau3. 11 IUTOr€HETHYECKOT0 METO/1a Mbl UCIIOJIb30BAIN
nepudepuyeckyro KpoBb . Jlumdouutel nepudepuueckoil KpOBH SIBISIOTCS
ONTUMAJIBHBIM MaTepUAIOM JUJIsl IIUTOTEHETUYECKOTO METO/a HMCCIIeIOBaHMS.
Takxe, Mbl NPOBOAWIM TEHEOJOTWYECKUM aHamM3 4YTOOBI, OMPEICIUThH
COOTHOIIIEHHE HACJEACTBEHHBIX M CHOPOIUYECKHX (POPM PETUHOOJIACTOMBI.
[IpoBeneHHbIe HAMU UCCIIEIOBAHUS MTOKA3JIM YTO TP U PETHHOOIACTOME 00IIas
JUCKPUMUHAIIMOHHAS. YaCTOTa XPOMOCOMHBIX abeppaluii B rpynre B KOTOPoii
obu npoOannbl 11,2 %. OO1as AMCKpUMUHAIIMOHHAS 4acTOTa B TPYIIIE TIe
Ob cubchl coctaBwia 4,6 %, B Tpynme cO 3JI0POBBIMH JIFOJbMH 3TOT
nokazaresib  1,2%. DT JaHHbIE TOKa3bIBAIOT YTO MPHU PETHHOOJIACTOME
JUCKPUMHUHALIMOHHBI YPOBEHb XPOMOCOMHBIX abeppauuil y nmpoOaHmoB B
HECKOJIbKO pa3 OoJpllie 4eM Y 370pOBbIX Jojeid. Takum oOpazom,y
POJICTBEHHUKOB  OOJILHBIX  PETHHOOJACTOMOM  HaOMIOAanach  TEHIACHITUS
MOBBIIICHUS yYPOBHS ~ XPOMOCOMHBIX  a0eppammif. ITOT (GakT HUMeeT
MPOTHOCTUYECKOE 3HAUYCHHE.

JIns reneonornueckoro a”ammsa Mbl cocTaBuwid 30 pOAOCIOBHBIX, B
KOTOPBIX  COJEpXUTCA € TnoyHas wuHpopMmamus o 3-4 MOKOJCHUSX
pPOACTBEHHUKOB. IIpOBENEHHBIN TIE€HEOJOTMYECKUN aHaIM3 ToKa3zal 4To,
HacjencTBeHHas (popma peruHoOacToMbl oOHapyxkeHa B 13/30 (43%) ceMbsix.

Cnopanunueckas pernHoOsactoma npucyrcrpoBaia B 17/30 (57 %) cembsix.

BbIBO/IbI

1. Hamm wuccnenoBaHus TMOKa3ad YTO YacToTa CHEMUPUIECKUX
abepparmii xpomocoM (13Q9-) y 60abHBIX ¢ peTnHOOIacTOMO# cocTaBmia 20%
(6/30), y cubcoB 5,1% (4/78). npu peruHOONATOME IAUCKPUMHUHAIIMOHHBIHN
YPOBEHb XPOMOCOMHBIX abeppammii coctaBui 11,2%. B rpynme B KoToporo

BXOJIWJIE 3J0POBBIC JISIAW  JUCKPUMUHALIMOHHBIA YPOBEHb XPOMOCOMHBIX
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abepparwmii coctaBmi 1,2%. DTu JaHHBIE MOKA3bIBAIOT YTO MIPU pETHHOOIACTOME
JTUCKPUMHUHAIIMOHHBIN YPOBEHb XPOMOCOMHBIX abeppaiuii y mpoOaHIoB B
HECKOJIbKO pa3 0oJibllie 4eM Yy 3J0POBbIX JtoAeH. B rpymnme B koTopoil ObLu
cuOChl IPOOAHA0B AUCKPUMHUHAIMOHHBIA YpOBEHb XPOMOCOMHBIX abepparuit
coctaBui 4.6%.

2. IIpoBe/IeHHBIN T€HEOJIOTUUYECKUI aHaIN3 TTOKa3aJl YTO HACJICCTBEHHAS
dbopma Pb o6Hapyxena B 13/30 (43%) cembsix ciopagndeckas peTUHOO1acToMa
npucyrctBoBasia B 17/30 (57 %) cembsx. DTOT aHAIM3 MOKA3aJl UTO B CEMbSAX B
KOTOPBIX BBISIBISIETCSI  PETMHOOJACTOMA, YacTO BCTPEYAIOTCS W JAPYrHUe

OHKOIIaTOJOT'NH.

3. YV cubcoB 1mpoOAHAOB AUCKPUMHUHALMOHHBIA  YPOBEHb
XpOMOCOMHBIX abeppauuii coctaBun 4,6 %. Y 310pOBBIX JIIOAEH 3TOT
nokazatenb 1.2%. Takum o00pa3oM y pPOJACTBEHHUKOB OOJBHBIX
peTuHoOnacToMoil  HaOmonanach TEHACHUWS  TOBBILEHUS  YPOBHS

XpPOMOCOMHBIX abeppariiii. ITOT GpakT UMEET MPOrHOCTUUECKOE 3HAUCHHE.
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INPAKTHYECKHUE PEKOMEHJALINN

1. CBoeBpemeHHasi JUAarHOCTUKA PETUHOOJIACTOMBI TPEeOyeT OoCMOTpa
JIeTel meauarpaMu cpasy Mociie poxKICHUsI.

2. llpu BBISIBICHMHM XPOMOCOMHOW TMaTOJOTUU Yy TMAIMEHTOB C
pernHoOIacTOMOM  HEOOXOIMMO OO0CJIeIOBaHWE POJUTEIICH H  OJIM3KUX
POJCTBEHHUKOB C IIEJbI0 MCKIIOYEHHUS COATaHCUPOBAHHBIX XPOMOCOMHBIX
NIEPECTPOEK.

3. XpOMOCOMHBIM aHaM3 OCOOCHHO PEKOMEHJAO0BAaH OOJBHBIM C
JOTIOJTHUTENIbHBIMU  AHOMAITUSIMU  PA3BUTHSL M 33JIEPKKOM YMCTBEHHOTO H
(U3NUECKOTO PA3BUTHSL.

4. B cembsIX BBICOKOTO pHCKa TIOBTOPHOIO BO3HUKHOBEHUS
pPETUHOOIACTOMBI, BO3MOKHO MPOBEACHUE MPEHATATHLHON JUAarHOCTHUKH.

5. llpy KapUOTUNMYECKOM AaHAIM3€ HAA0 HCKIIYUTh BO3MOXKHYIO

XPOMOCOMHYO MATOJIOTHIO, MIPEICTABICHHYIO JENCIUsIMU XpOMOCOMBI 13(q-).
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