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3abo.1eBaHHA XPOMOCOM y Y€JI0BEKA

GMH A, pOMbI, CBAIANHBIE C HOMANIMAMM UMCTIa XpOMOCoM

Yucna aHoMaIMX XPOMOCOM MOTYT ObITh BbI3BAHbI pasHbIMU TIpHtHHtamu: 1.
HauboJsiee BaXHbIM MEXAHU3MOM SBJSETCA HEPACXOXKIEHHE.  XPOMOCOMBL. KOTOPBIE B
HOPME JOJUKHBI Pa3JIesINTbCst BO BpeMs KJIETOUHOrO JICJICHUS, OCTAIOTCSH COCAMHEHHBIMU
BMECTE U B aHadaze OTXOIT K OJIHOMY IOJIOCY. DTO MOKET NPOU3OHTHU B XOA€
MHUTOTHUYECKOTO ACTCHUS. HO ualle HaOIoaaeTcs BO BpeMs Meio3a. ¥V uejloBeka 1o
HEU3BECTHLIM MPUUMHAM UMEHHO aKPOUECHTPHUECKHE XPOMOCOMBI HMEIOT TEHACHUMIO
yallle BOBJCKATHCS B HepacxoxkaeHue MelioTuueckoe HepacXoxaeHue Obliio OTKPBITO
bpumxecom (1916) y aposoduibl. Ha xaxayro ramety ¢ oaHoit 100aBOUHON
XPOMOCOMOH TpUX0AUTCs Apyrad, 0e3 oaHoi Xpomocomel. llocite omtoaotsopenns
raMeToil ¢ HOPMallbHBIM HalOPOM XPOMOCOM 3HIOTa OKa3bIBACTCA [0 OHON 13
XPOMOCOM JHO0 TPHUCOMHOI. 100 MOHOCOMHONH. COMAaTHUECKOE HEPACXOAICHUE B
MUTOTUYECKH ACTISAUIMXCS KICTKAX BO BPEMS PAHHCIO Pa3sBHTHA MOKCT HIPUBOINTH K
MO3AMIU3MY ¢ HATMUMEM HOPMAILHBIX KICTOK. TPHCOMHKOB M MOHOCOMHKOB.

2. BTopbiM MexanM3MOM, OOYCJIOBIMBAIOIIMM F€HOMHBIC MYTallMMW. SRISCTCS YTpaTa
OTACIBHON XPOMOCOMBI BCAEACTBHE «aHAa(a3HOTO OTCTABAHMSI»: BO BpeMs aHadazHoro
JBMOKGHHS 0JIHA XPOMOCOMA MOJKET OTCTaTh OT BCEX JAPYIUN. YTpaTa XpPOMOCOM BeJeT K
MO3aUIM3MY. TIPY KOTOPOM HMEIOTCSA OAHA AVIUIOM/HAs W OjJHA MOHOCOMHAas
KJIeTOYHAs TONY/SIUUS. Y MBIUIH CTaausd POHYKICYCOB (T. €. NePHOL MEKAY
MPOHUKHOBEHUEM SAPA CHEPMHUS B OOLMT W CAHAHUEM JBYX [alITOHIHBIX
POAMTEILCKUX silep) OCOOCHHO UYBCTBUTENIBHA K yTparTe OTHOBCKOW X-XpPOMOCOMBI.
JTOT TEepHOA., KaK W NEpBbIE CTalUM JpOOJEHUS. BEPOSITHO. BeChbMa YYBCTBUTEIICH U Y
4eJ10BEKa. MOCKOJIBKY MHOI'ME MO3AaUKH (POPMUPYIOTCS HMEHHO Ha HTON CTaanu
3. Tperbum MeXaHHU3MOM SBISACTCA NOJUILIOMAN3AIMSA. [IpH 9TOM B KaK/I0H KIeTKE I'eHOM
LETMKOM IPEJCTaBIeH Oosee ueMm ABAXKAbL Y UeJIOBEKa OOHAPYKEeHA TOILKO TPHILTOW M.
IIPH KOTOPOH YUCIO XPOMOCOM paBHO 3n = 69,

AHOMAIBHOE YHMCII0 XPOMOCOM B KIJIETKE (AaHEYILIOWAUS) YBCAUUUBACT PHCK
NOCHEAYIOMUX HAPYIIEHUI, TAKHX, KaK MOTEPs XPOMOCOM BCIC/ICTBUC anadasHoro
OTCTaBAHMA B ITOCIE/IYIONINX KICTOUHBIX ACJIECHHUAX. JIIst MHOIHX CIVUacs MoO3auiiH3Ma ¢
JABYMS KJIIETOUHBIMH TOMYJIALIMAMH. COCTOALMMH M3 PABHBLIN [POHOPIHI TPHCOMHBIX U
IYIUTOMIHBIX KJICTOK. TAKOC OOBACHEHUE NPE/ACTABIIAETCA HAMOO0IEC Y/ IOBICTBOPUTEILHBIM
XpoMOCOMa, JIMIICHHAs TapTHEPA. B TAKUX CAYUAAX. HO-BHMMOMY. MCUIACT HOPMAILHOIH
KOHBIOTAIMH ABYX APYTUX TOMONOTOB.

Cunnpowm JlayHa. 1o Hanbo/ee 4acToe XPOMOCOMHOE 3a00/1eBaHue HenoBeKa. Fro
4acToTa CpeM HOBOPOKIAEHHBIX |—2/1000, u UMEHHO HYTOT CHIIPOM ABJISETCSA
HauboJsiee pacnpoCTPaHEHHON NPUUUHONW OOpalleHUs B MCIMKO-IeHEeTHUYECKHE
KOHCYJIbTALIMU. PA3JIMUUS MEIKTY TPEMS OCHOBHBIMHM PACOBBIMH I'PYIINIAMU CYILECTBEHHO
HEPEKPLIBAIOTCH PEHOTUNTMUECKUM CXOICTBOM BCOOMBHBIX Hanboiee BaskHBIMMU
XapakTEePUCTUKAMH CHHJIPOMA SIBISIFOTCS CIEAVIOHINE:

a) 5TO YETKO OUepHeHHOEe cocTosiHre. HeeMoTps Ha 3HAUUTCILHYIO H3MEHUUBOCTD
OTJCJIBHBIX NPU3HAKOB. Y OMBLITHOIO NKIMHALMCTA IMAFHO3 PEAKO BhI3HIBACT COMHEHHE
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0) 4acToTa CUHAPOMA YBEIMUUBACTCS € BO3PACTOM MaT¢PH:

B) B OONBbUIMHCTBE C.IVUACR B CEMbC PETHCTPUPYLCTCS TOILKO OHH OOILHOM B OUCHL
HeGOLIIOM ducie ceMed HaOI a0 TCs TIOBTOPHBIC CIIYYal:

) MOHO3UTOTHBIE (M3) OJIM3HE1bE OOBIUHO KOHKOPJIAHTHbBL, B TO BpeMs Kak OOIbITUHCTBO
JIM3UTOTHBIX OJIM3HEIOB IMCKOPAAHTHBL. M3 9TOro npasuia. 0jHaKO, €CTh UCKIIHOUEHUS -
MHOTa BCTPEUAOTCS AMCKOPIAHTHBIE Napbl M3 .JTO CBA3AHO. BEPOATHO, € yTEpei Jninei
XpPOMOCOMBI TOH KJIETKOH, U3 KOTOPOH chopMUPOBaANICS HOPMAIILHBII TapTHEP:

J) MY>KUUHBI ¢ CUHApOMOM JlayHa O€CILTOAHBL, OJIHAKO OIMCAHO 110 KpaitHeil mepe 17
PKEHUIMH C DTUM CUHAPOMOM KOTOpPBIX ObliM jeTh. Cpean 19 Takux JAerch (BKitouas
onny napy M3 OnusHenoB) y 7 umeercs cHHApoM JlayHa. HOpMalibHbIE. 2 — VMCTBEHHO
otcranbie 6¢3 curjpoma JlayHa n 2 meprBopokAeHHLIX M3 OaM3Hena — ¢
HOPMAILHBIMUKAPHOTHITAMU, KOTOPbIE YUWTBIBAIMCh KaK OJMH WHAMBWI .Bee matepn u
NOpaXCHHbIC JIETH, ¥ KOTOPBHIX Obl '

MPOBEJICHO UCCIICTOBAHME XPOMOCOM, UMEIH KaproTHt 47.(5 + . 01 H3 Y MCTBEHHO
oTCcTaNbIX jeTed 0e3 cunapoma JlayH umen nopmaibublid Kapuotun 46. XY:

€) NPOIOJLKUTENBHOCTD KU3HHU O0IBHBIX coKpalieHa .CorltacHO aBeTpa miCcKUM JIaHHbIM.
ony0auMkoBaHHbM el B 1963 1.31.1% OONbHBIX YMUPAIOT B KOHIIE TIEPBOTO I'OAA JKU3HU,
46% -B KOHIE TPeTHCro rojia. Ipoao/ukuTenbHOCTL IKU3HU VKOPOUEHR U B TO3/IHUX
nepronax xuszHu. B apyroit Beioopke 37 n3 73 0OJABHBIX YMEPIHM OT PECHUPATOPHBIX
3aboneBaHni (TYOepKyIie3 He YUUThIBAICA), 4TO B 123 pasa BblLIE HaCTOTLl CMEPTETLHBIX
CJIYHdeB MO TEM K€ NPUUMHAM OOILEH MONYJ/IAIMHU TOTrO ke Bo3pacta. 3 OOJbHBIX YMEPIH OT
ApYTUX UHOEKUMHA. DTH JaHHBIE JaI0T OCHOBAHUS MpEeANoIaraTb Hauuue npu 00131
Jlayna nedexta MMMYHHON cucTeMbl. Y BEIMYEHA TakKe 4acToTa BPOKICHHBIN TIOPOKOB
cepana. C nospjieHHeM aHTUOMOTUKOB H PA3BUTHEM CEPIEUHON XHPYPIHH HTH 00JIbHbIE
YKHUBYT HAMHOTO J10Jiblite .OIHAKO BPsUL JIM KpafiHue 3HAYCHUS! TTPOIODKUTELHOCTH HKU3HH
OYAYT CAMIKOM OOIBIIUMU, TTOCKONBLKY MPEUTIONATACTCs. HTO QOIBLHBIC ¢ CHHPOMOM
JlayHa craperoT ObicTpee, UeM HOPMallbHbIE JTHO/TH:

%) CTEMEHDb BBIPAKEHHOCTH OTACIbHBIX (PEHOTUITHUCCKUX XapAKTePHCTHK CHHIIPOMa
u3MeHuMBa. Hanpumep. BpOMKACHHBIN TOPOK cepalla OTMEHAETCs ¥ HCKOTOPBIX. HO HE v
BCeX OOJBHBIX, M 9TO BEPHO JUTE MHOIUX JAPYIUX KIMHHYCCKUX TTPH3HAKORB. OIHCAHHBIX
BBILIE ¥ ITEPEUNCICHHBIX Ha.. TaKas BbICOKast M3MEHUUMBOCTD PEHOTUITHUCCKHUX TTPOSBIICHUT
XapakTepHa /11 BCEX XPOMOCOMHBIX CHHAPOMOB UEIIOBEKA:

3) B 20) pas 1OBBILIEH PUCK CMEPTH OT OCTPOTO JIcHKo3a. L IpUUitbl Y7010 HEU3BECTHDI,
CyecTBYET TPH THITOTE3bI: BBICOKUU PUCK aHEYITOW MU, CBA3AHHBIH ¢ MUTOTHUCCKUMHU
HApPYIIEHUSAMH B CTBOJIOBBIX KJIETKAX KPOBH, CHHIKEHHAs! PE3HCTEHTHOCTh K MH(EKIHH
J€HKO30T€HHBIMH BUPYCAMU HU. KaK MTOKA3bIBAIOT YKCIIEPHUMEHTANbHbBIC JIAHHBIC, HH3Kas
3 (PEKTUBHOCTL CHCTEMbI perapaliyi .

CranaapTHelit KapuoTun npu cunapome Jlayna. Xpomocombl rpyrinl G 60JbHOTO ¢
cuHiapomom Jlayna npeacrasiennl Ha puc. 2.30 (okpacka G- ¥ Q-me10.10M). [To pucyHKY
CErMEHTAllMU XPOMOCOMbI 21 1 22 JIerko pas/inunuMbl. XpoMocoMa 21 uveeT Dosiee CHALHO
bayopectmpyromui IHUPOKUH CETMENT W OAMH WIH ABa TEMHBIX G-cerMenTa. XpoMocoMa
22 umeeT TeMHbld (3-CerMEHT B IPOKCUMAIBHON 4acTH JUIHHHOO TLIeHa U
C1a000KpaLIeHHBIH — OoJIee AUCTANBHO. B TeucHue KOpoTKOro nepHoia o
OTKPBITUA TPUCOMMH 21 ObUIM ONnMCcaHbl OTAEIbHbIC ciiyuan Ooiesnn Jlavna sko0sl
0e3 nobaBounoit xpoMocoMmbl 21. OuHako reneph OOIEHPH3HAHO, UTO Kazk, (b1 00:4BHOM ¢
STUM CHHAPOMOM UMECT JIOMOJIHUTEIABLHYIO XPOMOCOMY THOO B (BOPME PEry:IspHOI




tpucomun 21. aubo B QopMe TPAHCAOKALNU. 00PA30OBAHHOH XpOMOCOMOil 21 1 Lpyio#
xpomocomoii (vamte Beero 21, 22, 13, 14, 15). Habinoaenns pe/tanx ciayuacs
PELMIPOKHONR TPAHCIOKAUUHA TO3BOISIIOT CICAaTh BBIBO/L UTO HMCHIO J(HCTAILIBIH
paifoH UIMHHOTO TJleua XpOMOCOMbI 21, B uacTHOCTH cerMenT 21q22. oTBeTcTBen B
cliyuae €ro TPUMCOMMM 32 BO3HHMKHOBEHMEe XapakrepHoro ¢enoruna Hampuwmep. v
JE€BOYKHU, KAPMOTHII KOTOPOH TOMMMO OJHOH HOPMalbHON XpoMocoMbl 2 1-il naphl
COACPIKUT AYITHUUPOBAHHBIH BTOpOit romonor 21, no 6¢3 cermenta 21422 oTMedaiacs
VMEpeHHad VMCTBECHHAs OTCTajl0CTh, HO Y Hee OTeyTerBopaia Ooibiias vacthb
Nipu3HakoB cuHpoma Jdavaa. B 10 ke BpeMmst TpPHCOMUS TOALKO 1O O/HOMY CErMEnTy
21¢22 npuBOANUT K MATKHM TIPOSIBICHHUAM YTOFO CHILIPOMA .

Cunapom JlayHa Obll HM3BECTEH KaK KIMHUYECKM CaMOCTOATE/IbHOE 3ad0sieBanue
3210170 A0 TpucoMuu 21. JIpyrue CHHAPOMbI, CBS3aHHBIE ¢ AHOMAIMSIMH ayTOCOM,
ObUTY CKPBITH! CPeld OTPOMHOI0 KOJIMUECTBA MHOKECTBCHHDBIX NOPOKOB Pa3BUTHA. H
BO3MOKHOCTh WX BBIJCJACHUA KaK CAMOCTOSTEJbHBIX KIAMHHUECKHUX €/IMHUIL 1TOSBUIAC
TOJIILKO B PE3YJIbTATE PA3BHUTHS METOJA0B XPOMOCOMHOH JHAUHOCTHKH. ()JHAKO TEreph.
OLICHMBAS CUTYALMIO PETPOCIIEKTUBHO, MOKHO OTMETHTh, UTO HEKOTOPBIC CHHPOMBbI
HACTOJBKO CBOCOOPA3HBI, UTO HX, BEPOATHO. MOMKHO ObLI10 Obl BLLICUTE Ha HUCTO
KJTMHHUYECKOH OCHOBE.

Jpyrue ayrocomubie tpucoMuu. llaray u corp. (1960) [472] srnepsble onucaiu
cyiyyall ayTOCOMHOM TPHCOMMH, OTJIIMUHBIE OT Tpucomuu 21. D10 OTKpbITHE OBLIO
PE3YIbTATOM UEIEHANPABICHHOTO [MOUCKA HAa OCHOBE MMIOTE3bL. KOTOpas Oblia
chopMYJIHPOBaHa aBTOPAMH CJIEAYOLIMM 00pa3oM:

«C reHEeTHUECKOU TOUKH 3PCHHA MAJOBEPOATHO. UTO H00ABJICHUE K HOPMATIBHOMY
HabOPY KaKOM-TO ayTocoMbl Oy/IeT MMETh TakoH JKe orpaHuucHibl YPPHerT. Kak X-
TpucoMUHU. B HAcTOAIIEE BPEMSI H3BECTEH TOJIBKO OJMH THIT &YVTOCOMHONH TPUCOMUH. M.
XOTsl JIMIUHAS XPOMOCOMa SIBJISICTCS OJIHOW M3 JIBYX CAMBIX MQIECHBKUX ayTOCOM. €¢
HaJIMUME B TPUIUTMUHUPOBAHHOM COCTOSIHUM TIPUBOINUT K MOHTonu3Mmy... Cieayer
0’KMJaTh, YTO APYIUE aYTOCOMHBIE TPUCOMHH, €CJIM OHM COBMECTHMbI C KU3HBIO,
JOJDKHBI TAKKE MIPUBOANTL K MHOXKECTBEHHBIM BPOKACHHBIM NOpokaMy. brnaroaaps
CUCTEMATUYECKOMY OOCICLOBAHMIO HOBOPOXKJICHHBIX C MHOXKECTBEHHBIMH HOPOKAMH
paszBuTHA llatay ¢ COTp. YA410Ch BBIABUTL TPH CAYHAS TPUCOMUU: JIBYX OOILHBLIX ¢
TpucoMHue no 18- XpomMocome 1 OAHOTO — ¢ TPUCOMMEH 110 0AHOH 13 D-XxpoMocoM.
OIHOBPEMEHHO DABAPAC W COTP TaKikKe OOHAPYIKUIHM HOBOPOUCICHHOTO ¢ Tpucomueii 18§
(nepBoHAuAILHO OWMOOUHO WACHTUMUIIMPOBAHHYK Kak tpucomus 17). Tpucomns D
nosxe Obl1a HACHTHOUUUPOBAHA KakK TpUcOMUA 13. OCHOBHBIC HPU3HAKK M CUMIITOMBI
3a0071eBaHM, CBA3AHHBIX C YTUMU XPOMOCOMHBIMH aHOMAIUSIMH,

B nocreayromue ro bl BCe MOMLITKH OTKPLITE HOBLIC CHH/IPOMBL 4y TOCOMUBIX TPHCOMUIT
CPEaN HOBOPOZKACHHBIX OKA3aIMCh OE3YCICHIHBIMM, Ha OCHOBAHHHU HCTO OLLI C/CaH BhIBOI
O TOM, 4TO OHH NETAALHBL DTOT BHIBOL ObI HOATBEPIKACH HCCACAOBAHUSIMEI XPOMOCOM
TpY CNOHTAHHLIX adopTax: B KJIETKAX TaKHX YMOPUOHOB OOHAPYIKHBAIUCH W APVIHE
BapUaHTbl TPUCOMUU. OTKPBITHE TPEX HOBBIX CHHAPOMOB — Tpucomuu 8, 9 1 22 —
NOCAEA0BANIO NOCAe pa3padOTKM METOA0B AM(QepeHnHanbHoro okpamupanus Kak u
CIICAOBAIO OXKUAATb., U OTH. T10-BUAUMOMY, BECBMd PEAKUC. XPOMOCOMHbLIC aHOMAaINK
BBI3BIBAIOT TSDKEJIBIC M KOMIUICKCHBIC NOPOKH pasutusa. Tpuruonaus. llepsbie npumepsl
TPUILIOUIMU OOHAPYIKEHBL Y JBYX a0OPTUPOBAHHBLIX [JI0/IOB .




FpudiM3uTeAbHO B ITO JKC BPCMS OMHCAH COMUITTCILIBIT CVHA MO3ANIN3MA
Bostee nmo3HME MCCICOBAHMS TOKA3L M. YTO TPHILIOW UL ¥ CHOHTAIHBIN a00PTYCOR
He TaK y)Ke pejka. a B OYeHb HeDOABHIOM YMCIC CAYYaeB HadMOMAACTCH Jake v
KUBOpONGIeHHBIX JleTelt K 1974 1. na ocHoBaHWM usydeHus 275 TPHILTON, (HBIN
adoPTYCOB, NOIVUEHHBIX NPH CPOKAX DepeMeHHOCTH MeHee uem 20 Hesaeb. Obliia
HaKorsleHa Oojee WM MeHee jeTasibHasd umHpopmaumsa. JiBaguath /Ba n3
UCCIEIOBAHHBIX TUIOIOB JIOCTUIVIM BO3pacTa 28 Helellb: NATh APYIUX 1MOorudiiM in utero:
OCTanbHbIC MPOXKUII HECKOIBKO YacoB WK JAHeH nocie poxaenusd. Bee skuBopokieHHbie
JETH. TIPOKMUBILIWE AOTBIIE HECKONBKUX JHEH (K 1974 1. nx Obu10 8). OKasaiuch TpUILIOUA-
JIMITIOUIHBIMHM MO3aHuKaMU.

Haubosiee xapaKTepHBIM TPU3HAKOM TPUILIONIIHN SABIACTCH 1TY3bIPHOC [EpEpOKACHHE
maneHTsl (mole hydatidiforme). ¥ HEKOTOPBIX IMOPUOHOB OOHAPYIKUBAIOTCS JTOKAIBHbIE
MOPOKU Pa3BUTHA, HO 4HACTh ILIOJOB UMEET KAK OVITO Obl HOPMAIBHLIH (eroTuiL
Tpumionipl, poaAMBIIMECS XKMBLIMA. UMEIOT HEOONUBIION BeC. HMIMPOKKUIT 3a/iHni
POAHUYOK C HEJAOPa3BUTBIMH 3aThLIOUHBIMH M TEMCHHBIMU KOCTSMH Uepera n Apyrue
HecneOUUECKUE AaHOMAIHH, KOTOPBIC XapaKTEPHBL LI MHOTUX Ay TOCOMHBIX
abeppanuit. Tpurutonapl MyKCKOro nosia ¢ KapuotruiioM 69. XXY xapaxrepusviores
HapylIIeHUeM TeHUTAIUH: Y HUX MaJleHbKUH I[I0JIOBOH YjI€H B COUCTAHUM ¢
rUNocnaaneit. pacileryicHHoM MOMIOHKONH M HEONYCTUBIIUMUCH sinukavu. HekoTophie
U3 MO3aHKOB BbDKHBAOT. KIIMHHMYECKHE HNPH3HAKKH HE OUEHb UYCTKHE. [PECABAPUTCILHBIH
JAUArHO3 MOXHO MOCTaBUTh HAa OCHOBAHUM YMCTBEHHOH OTCTAIOCTH B
COUETAHUU ¢ AHOMAIVAMH TUIALEHTBl, CHHAAKTWINECH. AaHOMANNAMU NEHUTAINH 1
acUMMeTpHeH.

Tpuronms BO3HUKAET BCAEACTBUE OMNOOK MTPU 00Pa30BAHUM TOJOBBIX KIETOK

Paznuund B nppunBax mnosBIEHUA TPUIIOUAOB ONPEICIAIOT CPEAN HUX COOTHOUIECHUS
UHAUBKI0B ¢ reHoTunamMu XXX, XXY 1 XYY. CviuectByror (aTol.
CBUJCTEIABCTBYIOIKC O TOM, YTO [PUUHHON TPHIUIOWMKH MOKET ObiTh JIBOHHOC
OTVIOJOTBOPEHHE HUITH OTCYTCTBHUE NEPBOTO MEHOTHUECKOr O ACTICHMS OOIUTA .

Moszanky. Mo3aukamMu HasblBatoT 0coOeil. B OpraHu3mMe KOTOPBIX COCYIHECTBYIOT JIBC
WK 60J1€€ MeHETHUECKH Pas3/IMUHBIX KJIETOUHBIX MONVIsIH. Mo3aniiuszm
O00HAPYKUBAETCA AOBOJBHO YACTO TPH YUCACHHBIX QHOMAIHAN KAK TOJOBBIX XPOMOCOM.
TaK ¥ ayToCOM. XPOMOCOMHBIX MO3aHKOB HHOIJA Ha3bIBAIOT MUKCONIOMIAMU. MO3ank
MOYKET BO3HHUKHYTh BCJIEJACTBHE MUTOTUUECKOIO HEPACXOKIAECHHS MM B PE3VJILTATe VTEPH
XPOMOCOMBI BCIEACTBIE aHada3sHoOro orcrapaHusa .OlCHKW 4acTOThl TAKMX HapyieHHI
MUTO3a TIOJIVYEHBI B caydae cuHiapoma JlayHa. Puck anadasznoro orcrasanus B 400
pa3 Bblllle B TPUCOMHOH 3UIOTE, YeM B
DYIUIOUAHON. @ MUTOTHHMECKOro HepacxouaeHus - B 70 pa3. DTH OUEHKM OCHOBAHbI Ha
COMOCTABICHUN OTHOCUTEABHBIX YaCTOT PA3NUYHBIX TUITOB MO3AUIIM3Ma 1 HA aHAIH3e
b dexTa BO3pacTa MaTepu.

Hactora MO3aHKOB, BO3ZHMKAIOLIHX BCICACTBUE MCHOTHUCCKOIO HEPacXosiIeHUs ¢
MOCIENYIOIIEH YyTpaTol A0NOJHUTENLHOH XpOMOCOMBI B aHaase TeopernyecKi
AOJDKHA YBEAMUMBATBLCA € BO3PACTOM MATEPU. TaK XKC, KAK M I1PH OOBIMHDIX
raMECTHUCCKUX TPUCOMHUSIX. B TO 2Ke Bpems HacToTa MO3AHKOB, BO3HHKIIMN B pe3vibTarTe
HEPACXOKACHUS XPOMOCOM B MUTO3€, He J0JIKHA 3aBUCETh OT BO3paCcTa Marepu.
CrenopaTtesibHO. JOJHO MO3AHKOB, BOZHUKIIMX BCAE/CTBHE aHa(asHOro OTCTABAHHA. MOKHO




OHCHUTEL 1P cpaBUCHHH YPMOCRTA BO3ZPACTA MATCPH HA HaACTOTY MOBAMITNMA 1
FaMCTHUECKHX TPHCOMHIT.

OJIHAKO TOUHVIO OHNCHKY TTOIVUHTL TPYHO, HOCKOILKY HCKOTOPLIC MO3AHKI e
AMATHOCTUPVIOTCS: HPH OFPAHHMUEHITOM UHCIC KJACTOK, HCHOIBL3VENMBIN LI
KapUOTHITHPOBAHHSL. a0CPPAHTHBIC MOKHO HPOHYCTH L. T. K. 1IN OUCcth Ma1o. Kpowve
TOrO, MO3AUKI € HCOOABHUIHM KOJIHYCCTBOM aOCPPAUITHLIX KICTOR XOPAKTCPIBVIOTCS
COOTBETCTBEHHO H HCBBLIPAKECHHBIMH PEHOTHUITUUCSCKHMH  OTKIOHCHIHSNIT (CCTH TAKOBBIC
BOOOIIE ¢cTh). Tarkie MoO3auku OOHAPVIKUBAIOTCS CAVUAITIO. 1UIABHLIN 00OPA30M KO 1
TPUCOMHBIC KIACTKH HMEKOTCH B HX TEPMUHATHBHOM TKAHH 11 B HOTOMCTBC BCIPLCUAiones
TPHCOMUKH. K HACTOALIIEMY BPCMCHH CPC, U ONHCAHHBLIN B JIHICPATYPC CIINHACH
mMozaniaMa 17-30% 1pHNo/ITes Ha MHTOTHUCCKOC HEPACNXOIK, [eHHe. Kak 11 0K 1och.
BO3PACT MATEPH ObL:I OCOOEHHO HU3KHUM B TEX CJAYUAAN. 171C 1015 TPHCOMHBIX KICTOK (B
pACUeTe Ha BCE UCCICIOBAHHBIC) COCTABII A MEHEC OHON TpeTH [483]. CyyapHas
HACTOTA MO3AMKOB CPE/IH BCEX ¢ KITMHUUCCKUMM CHMIITOMANMIT Oo1e31H [lavia cocTaisiel
HPHOJIM3UTEABLHO 2%, CTaTHCTHUCCKUE NTPOO.IeMbl BBLIABICHH MO3aTIINMA. HacKoabko
IIUPOKO PACTIPOCTPAHEH XPOMOCOMHBIH MO3ZAMIIM3M B HOHIN.ISIIHH 11O CPABHCHIHIO ¢
JPYITHMH XPOMOCOMHBIMH  aldeppalsMiu? PeriieHne HToro Borpoca Cus3ano ¢
AHATTH30M  CTATHCTHUCCKHX HPOOIICM. CYTh KOTOPBIN COCTOHT B OICHKC BCPOSITHOCTH
OOHAPYKCHHS MO3aHKa B 3aBHCHUMOCTH OT 10JIM a0ePPatTHBIX KICTOK B HCCIC [VCMOi
TKAHH U OT UMCIIa HCCICOBAHHBIX KICTOK B BbIOOpKe. 3 Ooabuimncrse
011y 0. TMKOBAHHbBIN 0O030POB .00BIMHO HPHBOTITCS [ TAHHBIC HO HCOOILITOMY (01 3 10 3)
UUCIY KJACTOK OJIHOIO HHAHBUA, B CBA3H € 4eM 10/ MO3AHKOB CHCTCMATHUCCKH
3aHMIKAETCA. BaKio vyecTb., UuTo B IIPOLECCe HOJINVUCHHS HPCHAPATOB KAKHC-TO
XPOMOCOMBI MOIMYT OBITH NTPAUCHBLL. T. €. BO3ZMOKILE apTedartnl. (OYIMeTi Takke i
TO OOCTOATEILCTBO. UTO 3d KOPOTKOE BPEeMS TPV IHO HCCICI0BATH HECKOIBKO COTCH KJACTOR
OT OJIHOTO HHIMBH LA, B padore bouxkoa u cotp. (1974) ObL1 upe;Lioen Hpuro b [ Lis
HPaKTHKH KoMIIpoMuce. Brauaie npuHHMaey JJONVCTHMBIH Hpeiet JU1s 10101
abeppaHTHBIX KIETOK. 3areM O0lIee HHMCI0 KICTOK. HEOOXOIMMBIN LTI OOHAPYKCHHS
BEPOATHOCTBLIO 95% 1o Kpainel Mepe OHOH adCppanTHOi KICTKH. OHNPE;(CIMCTCs Ha
OCHOBC OMHOMHAILHOLO 3aKOHA. Tak. BEPOSITHOCTH TOIO. YTO Cpeil n
NPOAHATHUZHPOBAHHBIX KJICTOK HE BCTPETHTCS HHE O IHOI 1 aHOMAILITON KICTKH.
cocTaBiseT (|—p) . r1e p — JAOMYCTHMbBIN 1Ipe et JLIst /10 1H QHOMAILHBIX KICTOK. Pasyil
BbIOpaTh 23% KaK HIDKHUH Hpe; e/l UPHIOANBHT /LISt JIHAHO3A MO3AHIIIBMAL HOCKOILKY
MHIAMBH/bL. MMCIOIIHE McHee 25% aHOMAIBHBIX KJICTOK. OOBIUHO NAPAKTCPH3VIOTCS
C1a0OBBIPAKEHHBIMH  KIHHHUCCKUMU TIPOABICHUSIMH. | enepb aonvering. uro Pln -
3TO BEPOATHOCTD OOHAPYKCHUS 110 KpaHHEH MCPE 0HOI aHOMATLHOIN KICTKH B BLIDOPKC 1
n kierok: p = 0.25. roraa 10 11
PL,10=1-(1-0,25) =0,944, m.e. ewge < 0,95, P1, 11 =1-(1-0,25) = 0,958, m.e. ynce
>0,95.

(1ea0BaTeIbHO. YHCI0 KJICTOK, KOTOPOC CJIC/INCT HMPoana ti3nposats. pasuo 11, Ecim
AHEYILTOH/HAs KIETKA e HaieHa. AMarHOCTHPYETCS OTCVTCTBHE MOSAHIIH3NMA M.
TOUHEE. VTBEP/K/1ACTCs. UTO UMeeTest He 0odiee yem 25% anoMaiLHbIN KICTOK. e
oOHapy:KeHa Oojlee ueM OaHa KICTKa ¢ OJHOH M Toil Ke anoManicii. marnos
MO3auLM3Ma noATBepikaacTed. Lpu HaInunu 0HOH aHOMAILHOM KICTKH Y10 MOKET ObIT
IPOSIBICHUEM MO3aHIL3Ma W apTe@akToM. CIICl0BATCILHO. pa3vep BLIDOPKH 10 KCH
ObITH VBEIHUCH J0 TAKHIN PA3MEPOB, 4T00bl 0OHAPY/KUTH 110 Kpaiitei avepe e
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aHomajibibple KiaeTky ¢ P2.n =095 P2, 17 = 0.951. CooTBETCTBEHHO Ha BTOPOM JTalle
HEOOXOJIMMO TIPOAHATH3UPOBATDH CILUE HIECTh KICTOK B JIOMOJIHEHMTE K 1ICPBOHAUATBHBIM
1. Ecau He Hal ACHO BTOPOH aHOMAABHOH KICTKH ¢ TaKOH K¢ adeppaltieii. repnag 1o/ nKHa
paccMmaTpuBarbes Kak apredart. Eciin naijcia Bropas KICTKA. TPCTHIO CAC Ve T HCKaTh B
BbIOOPKE 00BEMOM B 23 KIICTKU U T. 4. Y COBEPLICHCTBOBAIHBII METO L HPELI0KEH XVKOM
(Amer.J. Hum. Genet. 29, 94-97, 1977).

B KIMHHUECKOW TIPAKTHKE YacTO MCCACAYIOT 3HAUMTENLHO OOMbIIEC UMCIO KIETOK.
TAK KaK MO3aWLU3M J0JDKEH OBITh UCK/IIOUEH € OObIION JOCTOBECPHOCTLIO. 4 TAKKE
TIOTOMY, YTO B HEKOTOPBIX CAYHASX JKeJaTeIbHO OOHAPYIKATh MO3AHLIM3M € OUEHb MaJION
NponopuUUerd aHOMAJIBHBIX KIIETOK.

Cunopomol, C6A3AHHbIC CO CHIPYKIMYPHOIMU AHOMATUAMU
aymocom

Kapuomunbl u Kiunuueckue CUHOPOMbI

Hepsbie nHabmonenus cunapoma Jlayna. Kax Ttoabko tpucomms 21 Obuia wiaeHTHGHIMIPORaHA
KaK NpuyrHa cuHpoMa JlayHa. CCTeCTBEHHO BO3IHMK BOMNPOC O TOM. Y BCeX M O0IbHBIN HMECTCS
9Ta TPUCOMUSA. EC/IM He y BCEX. TO HCISTHOUEHUST MOIUIM Obl NPEACTABIATL OO:IBILOH HHTEpEC.

Tak xak pucKk MEHOTHYECKOTrO HEPACXOKIEHHUS, KaK YKe TOrJIa ObLI0 U3BECTHO,
YBEJINYUBACTCSl ¢ BO3PACTOM MATEPH M ITOCKOJIbKY €AMHUYHOE HEPACXONKCHHUE JTOKHO BECTH K
MOSBJCHUIO TOJLKO O/HOTO MOPAXKEHHOIO MOTOMKA. MCKITIOUEHHS CIEM0BATO HCKATL CPe/Id
TOPaXKEHHBIX JeTeH MOJIOJbIX MATEPEH, a TaKKe B CEMbSAX € JIByMs HIIM D0Jiee DOILHBIMH.

[Tonanu u cotp. (1960). neenenoanu Tpex Takux OOJLHBIX ¢ cUHApoMOoM JlayHa., Y 01HOH
JICBOUKH, MEePBOro pedcHKa 21-neTHel maTepy W 23-71€THEro oTua. OHW obHapyku:iu 46
XpoMocoM. bbu10 HalieHO 4eTbIpe XpOoMOoCOMBI rpyrnbl G. OHaKo OJiHA XPOMOCOMd U3 FPYIIIB]
D umena yUIMHEHHOE KOPOTKOE M1J1€40. ABTOPbBI MIPEINTOT0KHIN. HTO AOTONHATEIbHAS
xpomocoma 21 Oblfla TPAHCIOUMPOBAHA Ha KOPOTKOE MIEU0 D-XpoMocoMbl. OUeHb CKOPO ITo
MPEANOI0KEHHNE TTOTBEPANIIOCH IIPH UCCIICIOBAaHUH CEMEHHBIX cayuaen. /e 310porbie Marepy
TpeX 0ONBHBIX ¢ CHHApoMOM JlayHa M ux obias 6abka HMeIH TOJILKO 45 XpOMOCOM U TOILKO 3
CTAHIApPTHbIE XPOMOcOMb] rpynnbl (. OJHAKO OJHA W3 XPOMOCOM Ipyiiibl D (HeeaeoBaTey
HPEANOIOKHIU, UTO ITO XPOMOCOMa 15) uMerna yUIMHCHHOE KOPOTKOe 1iiedo. Eenu oo
IJ1e40 COIAEPIKUT MaTeprall OTCYTCTBYIOLEH XpOMOcoMBl 21, TOUJIa KapHOTHI HTHX JKCHIIIHH
ABJISIETCA COATAHCHPOBAHHBIM. T.€. BECh IEHETHUECKHI MATCPUAT /M ILIOHIHOIO Habopa
npucytcTByeT. C APYro# ¢TOPOHDLL, Y HEKOTOPBIX U3 HX ITIOTOMKOB HMECTCS XPOMOCOMa ¢
TpaHcoKanuMei, Bioyaoled 00bIIyI0 4acTh Marepraia xpomocombt 21, dakruuceku v
Takux JAereil uMeeTcst Tpucomust 21 U Bo3HMKaeT cuuapoM JlayHa, HECMOTPst Ha TO 4TO (POpMaIbHO
YHCIIO XPOMOCOM Y HUX CTaHIApTHOE.

Taxoil kapuoTun spiasercda HecOajsaHcupoBaHHbIM. [IpuMepHO B TO ke Bpems Oblia onucasa
nepBas Tpancnokauus G/G.Bckope nocne 3Toro npu HCCHENOBAHWU TEPBOTO MEHOTHYECKOTO
JEJIEHUS Y TETEPOZUTOTHOIO HOCHTENS COANaHCHPOBAHHONH TPAHCIOKAIMH Obl1 00HapYKEeH
TPUBAJICHT, T.¢. QUrypa, COCTOsIIA M3 TPEX XPOMOCOM, H ITO MOCAVIKHIO YCTKUM
JIOKa3aTeJIbCTBOM TOI0. YTO HECTAHAAPTHAs XPOMOCOMA. 0OOHAPYIKCHHAAs B YTUX CeMbsIX.
JNEUCTBUTENIBHO HECET TPAHCIOKALMIO .

Hacrora TpaHciokauMoHnoro cunapoma Jlayna. Tpanciokauust npn cnnapove Jlayha
O0BACHAET MHOIO CeMEMHBIX ciydaeB, HO He Bce. CraumaprHas Tpucomus 21 MoxkeT
MOBTOPHO BO3HHUKAThL B OAHOH M TOH JKE CEMbE. VKA3bIBAS HA HATMYKME Y POIUTEICH KAKUX-TO
KOHCTHTYHHOHABHBIX (PaKTOPOB. NPEIPAciolaralolinx K HEPACXOAICHHIO, Wi MO3auIn3My B



Tadn. 2.3 MPUBEICHBI JaHHBIC O HaCTOTE TPAHCIOKAMOHHBLIX CHYUACH (HACEAYCMbIX U
CHIOpaJMUecKuX) cpear DOIbHBIX ¢ cHHapomoM JlavHa Uit ABYX TPy Marepeil: MOJoBIN |
NOXKKUIBIX. BOMBIIHHCTBO CYy4aeB XapakTepH3yeTcs OINUCAHHbIMU Bhille TpaHciiokauusmu D/G
1 G/G. CywecTByeT, OJHAKO, HEOOJIBIIOE YHUCIO PEUMIIPOKHBIX TPAHCIOKALMHA, B KOTOpPbIE
BOBIIEKAIOTCS JIPYIHE — HEAKPOUCHTPUYECKHE XPOMOCOMbL. JleTanibHoe 00CcyuIeliMe pa3iHuHbIX
CTPYKTYPHBIX aleppantuil 11esecoodpasHo npeBapuTh 3aMeUatuIMH OTHOCHTEILHO MEXAHHIMOB
X o0pazoBaHHs.

[Tpobeabl U paspbiBbl. HeOOXOIMMBIM YCJTOBHEM BOZHHKHOBCHHSL CTPYKTYPHOH XPOMOCOMHOMH
MEePeCcTPOUKH 1I000r0 THITA ABIAETCS HATIMHUE B XPOMOCOMC paspbiBa. [:ciH MexXoMTh 13
toro, uto JIHK npeacraBnser coO0N €AMHYIO JNTMHHYIO HUTh., TPOXOIALLYIO UCpes BCIO
XPOMOCOMY. XPOMOCOMHBbI PA3PbiB NPe/iiofaracT it pazpeis caxapo-hocharnoro ocrosa JIHK. B
CBETOROM MHKPOCKOITE OBIBACT TPV/IHO OTIHUHTL XPOMOCOMHBIH PA3pbIB OT aXPOMATHUECKOH
(HeoKpallleHHOH ) 001acTH. HA3bIBAEMOI 1TPOOEIIOM.

DTH 1podesibl MOTYT OTPaXKaTh KAK HCTHHHBIE PA3PbIBbL. TAK W YUACTKH JOKaIbLHOM
JECTTHPATH3AIEH, XPOMOCOMHbBIE Pa3pPhiBbl HACTO YUHTBIBAIOT 11PU OLCHKE MYTUIMOHHOTO
npolecca. MOITOMY HEOOXOAUMO MPUHTH K CONAeHHIO OTHOCUTEILHO TOTO. Kakue
abeppaiy YYuTBIBATh KaK Pa3pbiBbl. @ KaKue — Kak npodeiibl. CXema., HOI0KEHHas B OCHOBY
OJIHOTO U3 TAKHUX COrlallleHHH. YKa3aHHble B HEH OTJIMUYMTEIbHBIC TIPU3HAKH OCTATOUHO
CTPOTHE H. BEPOSITHO. 3aHWIKAIOT KOJIHYECTBO Pa3pbiBOB.

PaspbiBbl U rpoOebl MOI'YT BO3HHUKaTh BO BpeMs HHTepdaszhl Kak 710, Tak U 110¢ae
pernukaimu JJHK. Eciiu paspsis npoucexoaut 10 peruiMkaiivu. nospesisienue Ovier BHAHO B
nocieAyromer Metadasze B 00euX XpoMaTHAaX (H30XPOMATHIHbIH pa3pbiB). ki codbiTne
npousoiiaer nocie ¢pazbl PERMKAlNK, TOBPEKACHHON OKKETCS TOABKO 0jlHa XpoMaThia
(XPOMaTHIHBIA PA3PHIB)

Cynb0a NOBPEKACHHBLIX XPOMOCOM. PazphiB. ITPOHCXOLIMIT B (10D0M paHOHC XPOMOCOMBI H He
3ATPArHBAIOIIHH LCHTPOMEPDBL, TPUBOIUT K NOSIBACHHIO YKOPOUCHHONH XPOMOCOMDBI ¢ IIEHTPOMEPOi
W aleHTpUYecKoro PparmenTa. Takoi parMeHT MHOI A MOKCT GOPMHPOBATE MATCHLKOE KOIbILO.
HO. OVAVYH JTMINEHHBIM IIEHTPOMEPbI. Hallle BCErO TCPACTCS B HOCIICIVIONICM MHTO3C, TaKkiy
00pazoM. pazphiB XPOMOCOMB! HaCTO MPHBOINT K MOSABICHHIO KUCTKH. JTHLICHHON XPOMOCOMHOIO
cerMeHTa. B HEeKOTOpBIX ciydasx. OJHAKO. HEMOCTHOCTh XPOMOCOMbL. UMCIOIICH Pa3pbiBbl B
JIBYX TOYKAX., BOCCTAHABIMBACTCA (PEpMEHTAMM perapatinn. MeXanusmbl Takoro
BOCCOEMHEHHsT KOHLIOB B HACTOsIIEE BpeMs M3BECTHBI .ECIH KOHUIBLL XPOMOCOMHBIX
(parMeHTOB BOCCOCMHATCS APYT € APYTOM YAaUHO. TO H XPOMOcoMa.' H K1CTKa OV IYT CHORA
HHTAKTHBIMHU. JICHCTBUTE/IbHO, HCCEMOBAHMS NIPH 3a00/1CBAHHMAX, CBSI3AHHLIN C
HEJIOCTATOYHOCTHIO PelapaTHBHBIX (DEPMEHTOB, TIOKA3LIBAKOT. YTO [MOAOOHBIE COOBITHS MOI'YT
IPOUCXOAUTH MHOTOKPATHO BO MHOMMX TKaHsX. B Apyrux criyvasix KOHIbl XPOMOCOMHbIX
(parMeHTOB MOT'YT BOCCOCAMHUTBCS B TOUKAX pa3zpblBa JIPYTHX XPOMOCOM KaK TOMOIOIHUHBIX.
TAK ¥ HErOMOJOTMYHBIX (IIPH YCIOBHM. UTO JIBa Pa3pbiBa HPOMCXOIAT B Opeileiiax
OTHOCHTENIBHO KOPOTKOIO OTPE3KA BPEMEHU 1 JIOCTATOUHO OIIH3KO JIPYT O /Ipyra.)

ITO MPUBOJUT K 0OPAZOBAHHIO XPOMOCOMHDIX MTEPECTPOCK PAZTHUHOTO THIIA.

BHYTPHUXPOMOCOMHBIE 1EPeCcTPOHKH (BHYTPEHHHE 00MCeHbl). B ripe/iesiax 0,110l XpoMocoMbl
MOTYT [POU30HTH PA3PbIBbI B JIRYX PAZHBIX YUACTKAX. M (DPArMEHT MEUC TV TOUKAMY PA3pLIBa.
[EPCBEPHYBIIHCH, MOKET BHOBb COCJIMHUTLCA € XPOMOCOMOI. Takas tiepectpoiika (MuBepeHst) He
IPUBOJIHT K HAPYLIEHHSIM B MUTO3€, OCOOCHHO €C/iM pazpeiB nipousotne B ¢aze G1. Ota
MOXET ObITH OOHApPYKEHA METOAAMM JIHOQPEPCHIMAIBHONO OKpatnBatis, B Tex cavyausx.
KOT/lda UHBEPCHs HE 3aTParMBaeT LEHTPOMEPY. OHA Ha3bIBACTCA HAPALCHTPHUCCKONH. CCiH IKe
TOUKH pa3pbiBa HAXOIATCS 110 00€ CTOPOHBI OT HEHTPOMEPLL. TAKYIO HHBCPCHIO HAZBIBAIOT
MePULICHTPHYECKOH, TeTepo3uroThl MO HHBEPCHAM HE OUEHB PEIKH B HOMYIISHIHAX YCITOBCKA
MHBepcUn MOryT €O3:aBaTh 3aTPY/IHCHHS B KOHBIOTAIMH FOMOIOTHUHBIN XPOMOCOM B MeHO3e
U MPUBOMTL K YaCTHUHOH JIMMHHAIMK HEKOTOPBIX THIIOB NOJOBBIX KICTOK Y FCTEPO3IHTOT 10

IR



UHBEPCHAM .Y TFOMO3HIOT TAKMX 3aTpy/aHeHnil HeT. MuBepcnu (0CoDCHHO HEPHLICHTPHYCCKHC).
HECOMHEHHO. UIPA/IH BOKHYIO POJib B (GUIOTEHHH BLICIIUX HPUMATOB JIpyrod THii BHY TPEHHUX
OOMEHOB NIPEJICTABISIIOT KOBIIEBBIC XpoMOcoMbl lepectpoiika »Toro THia Bo3HMKAET 11pH
yTpare 000HX TEI1OMEPHBIX YUACTKOB XPOMOCOMDI (KAK allCHTPHHUECKUN (hparMeHToB) U
NOCHAEAYIOUIEM BOCCOC/IMHEHHH OTKPBITHIX KOHIOB. Cy1b0a KOUBICBOH XPOMOCOMbBI B MHTO3€¢
JABUCHT OT TOI'O. KAK 3aBeplIMIOCh BOCCOCAMHCHUE KOHILOB CCCTPHHCKHN XpoMaTil. bFean BoO
BpemMs periikainn JIHK oOMen MexAy CeCTPUHHCKHMH HUTAMH B TOUKAX Pa3pbiBa HC
IIPOUCXOAUT. TO KOJBIO, YABAUBAsCh, 00pa3zyeT JIBa OTAE!IbHBIX KOIbLA, Kak/10¢ CO CBOCH
uenTpoMepoi. Takne KoJbleBble XPOMOCOMBI ITPOXOAAT Uepes MUTO3 Oe3 3aTpyaHeHuil. Oauu
OOMEH MEIKIY CCCTPUHCKHMH HUTSAMH BeAeT K 00pa3oBaHHIO OOIBLIIOIO KOJbIA € ABYMS
LeHTpomepaMu. JluieHTpuyeckas CTPYKTYpa OOBIMHO pPaspyLUaeTesl B HACTYHAIONIEM MHTO3E.

Jla oOmeHa MOTYT NPUBECTH K O0PA30BAHUIO ABYX KOJICLl, «CHETUIEHHBIX» JIPYl ¢ APYTOM
Noj100HO 3BEHbIM LelNu.. MHOoraa xpoMaTHUAHbIC pa3pbiBbl M 00PA30BAHUC KOJCI MPOHCXOIAT B
daze G2\..  MexKXpOMOCOMHBIC MepecTpoiiky (BHetnue oOMenbl). Bo muporux ciydasx
BOCCOEAUMHEHHUE OTKPBLITLIX KOHIIOB 3aTParuBaeT pasHble XPOMOCOMbBI KAK MOMOJOIHUHBIC. TAK 1
Heromos1oruyble. Eciu paszpbiB riponexoanT B gaze Gl. 10 BOCCOCAHHCHHE OOLIMHO
saBepluaeTcss B 1ol e (dase Gl (wan pannent S) nepea pernkauneii JIHK.

Ecim xaxcias w3 mepecTpoeHHbIX XPOMOCOM COXPAHSIET HEHTPOMEPY. TO TAKHE
TPAHCIOKAHMOHHBIE XPOMOCOMBI MOTYT ITPOUTH Uepe’ HACTYNAIOILUHH MHTO3 O3 BCAKHX
3aTpyAHeHuH. Ecin 0iHa M3 1HepecTPOEHHBIX XPOMOCOM [IPHOOPETAECT JIBC HEHTPOMEPLL.
dopMupyeTcs JHUCHTPUUECKas XpoMocoMa. B 3aBuCHMOCTH OT JCTEACH PelliHKalliy oHa
MOKET TIPOHTH Yepe3 HACTYHAOUMH MHTO3 MPH CIACAVIONN  YCHORHSX!

1) ecin 00¢ HEHTPOMEPBI OTOHIYT K OIHOMY N Tomy ke [lomocy un

2) ecIid peninKalus i CeCTPUHCKHE XpoMaTHAHBIH OOMEH MexXAy ABYMS HEHTPOMepaMu He
NIPUBEYT K MEPEILICTCHUIO XPOMATHL. ECin paspbl-Bbl H BOCCOCIMHEHMS KOHILOB 3aBCPIUIATCS
nocie perrinkany JIHK. 1o 3aTpoHyTOR OKakeTcs TOALKO 0HA CCCTPHHCKAsS XPOMATIHIa Kk oM
XpPOMOCOMBL. BoccoeanHeHHbIe CEeCTPUHCKUE XPOMATH/IbL €lie OCTAKTCs CHAPEHHBLIME € UX
HETIOBPEXICHHBIMU NApTHEPaMH. DTO BeJleT K MEKXPOMOCOMHBIM OOMEHAM, KOTOPbIC
O0OHAPYXKHUBAIOTCS B [IEPBOM MUTOTHYECKOM JENCHUH ITOCIIE BOCCOCINHEH M. Paziunble TULIbI
THX OOMEHOB

Ecan kaxmas U3 MepPeCcTPOSHHBIX XPOMOCOM COXpaHuT 1HentpoMmepy ( kiace LI n V), To
aHadazHoe PACXONKIEHHUE XPOMATHA B 00CHX TaKHX XPOMOcOMax OVICT HpoTCKaTh Oe3
BCAKUX 3aTpyaHCHHAH. OIHAKO €C/ii 00¢ HECHTPOMEPBI OKAKYTCS B OJIHOM M TOM JKE CCIMCHTC. TO
oOpaszyroluecs jJJouepHue KJIeTKH B JII0OOOM ciydae OVIyT aHeyIIOMAHBIMHAL [THOO HEHTPOMEPH
OTOMJIYT K PasibIM TOJFOCAM W BOZHHUKHET «aHa(a3Hbii MOCT». KOTOPBIH HPHBCIACT B KOHLE
KOHIOB K Pa3pbIBY. JIMOO JABC HEHTPOMEPSB! OTOMIYT K OJTHOMY M TOMY K¢ 1Honocy. B atom corvaace
NePecTPoOKa 3ABEPIIHICS TOIBKO HCTOMOIOTMYHBIM BOCCOCIMHCHHCM (Kk1acenl VI VI,
JanbHelume coObITHSE OTKIAIBIBAKTCS 10 CACAVIONICIO MUTO3a. B KOTOPOM HOSIBIISICTCH
JUIEeHTpUueckas xpomocoma. MHorza oda MoxeT OpoHTH 1 HToT MuTo3. B modom ciavuac.
OJ{HAKO, TIPH YKA3AHHBIX BBILIC YCIOBHAX MEKXPOMOCOMHbBIE OOMECHbBL KaK IIPABHIO. MPHBOAT
K rHOen KIETOK BCJIEACTBHE aHCYIUIOUAUM WM HapywieHWH B MuTos¢. B comaTuueckux
TKaHsX YE€I0BEKAa MHOTME M3 3THUX MHTOTHUCCKUX HAPYLIEHWH MOXKHO BUACTH JakKe B
PYTHUHHBIX KJIETOUHBIX IIpernapaTax, NPUTOTOBIEHHBIX 0€3 HCNONb30BaHUs

CHELMATBLHBIX XPOMOCOMHBIX METOJIMK.. MHKposipa (POPMUPYIOTCS TEMH XPOMOCOMAMU (H.1u
XPOMOCOMHBIMH (PparMeHTaMM ), KOTOPbIE HE CBS3aHbl ¢ MUTOTHYECKUM alapaToM i He
NPUHUMAOT YYacTHA B MHTO3€. KaK OCTAIbHLIC XPOMOCOMbBL. JTO COMPOBOKIACTCS
MPEXKAEBPEMEHNON KOHACHCALMEH TAKHX XPOMOCOM H UX {parMeHToR. B veradastnix
XPOMOCOMAX OCHOBHOI'O si/Ipa XPOMaTH /bl UMCIOT OOLIUHO HOPMATILHYH) CTCIHCHL KOHASHCAIIMH, B
TO BPeMs KaKk XpOMOCOMbI MHKPOSUIPA KOHJICHCHUPOBAHbBI TTO THITY ITPO(asHBLIX. DTH UTOIOTHHYECKHE
(heHOMEHBI TTOJI3HO HCOABL30BATh JUIS AKCIIPECC-OIEHKH MY TACHIILIX ATCHTOB.




[IpexaneBpeMEeHHY KOHACHCALHIO XPOMOCOM MOMCHO YBHACTh TAKKC 1N VIO 11PH - CTHAHHH
uHTepha3HON KIETKH ¢ JAPYrOH. Haxosuielcd B IPeAMHTOTHUCCKON (ase . ITorT MeTo!l
MPUrOJIeH JJI U3YUEHHs CTPOEHUS XPOMOCOM B MHTEPhazHOM sijipe. Tpancrokaimi MoryT
NIPUBECTH K HAPYLIEHHUSIM U B MeHo3e. TaKk KaKk Ha PAaHHHUX CTAAUAX HTOrO JCIEHHS
FOMOJIOTUUHBIE XPOMOCOMbBI KOHBIOTUPYIOT. ECiin B nepecTpoiKe yuacTBY10T TPU XPOMOCOMBbI, KaK.
HarpuMep, y HoCHTeIeH cOalaHcHpoBaHHbIX Tpancaokaunid D/G wau G/G, B metadase | onu
00pa3yrOT TaK Ha3blBA€MbIE TPEX3BEHHbBIE LIEIOUYKH .

Pa3pbiBbl XPOMOCOM B I10JI0BBIX KIJIETKAX MOIYT [EPCAABATLCS CICAVIOHICMY HOKOICHHIO.
YTO 4acTO NPUBOJIMT K I'HOCIM 3HTOTLI Ha IMOPHOHAILHON CcTaIHH. O[(HAKO B HCKOTOPLIX
CAyydasX XpOMOCOMHast adeppalms OKa3blBACTCA COBMECTUMOH ¢ HOCTHATATLHON JKH3HBIO. U
HTO TPUBOAUT K PONICHHEO peOEHKa € XPOMOCOMHDBIM CUHIAPOMOM. [lpesiie yesm nepeitu K
AHAJTU3Y HEKOTOPBIX W3 ITHX CHHAPOMOB. HECOOXOMMO OMHCATH ODIICIPHIATYIO HOMCHKIATYPY
KapruoTHUIa YeJIoBeKa. DTa HOMCHKIIATypa Oblia pa3padoTaHd FPYINoi HHTOICHCTHKOR U
cornacopaHa Ha I lapmikcko#t koHdpepenimu B 1971 1.

Onucanue kapuoTHIA yernoBeka. 1 pn onucanum KapuoTHIIQ YCIIOBEKA TTPC/KIC BCLCTO
VKa3bIBAOTCS O0LIEE YHCIIO XPOMOCOM H HAOOP HOJOBBIX XPOMOCOM. 3aTCM OTMCHACTCS, KaKast
XPOMOCOMA NMUIIHSS. KAKOH HE XBATACT. @ TAKAKC CTPYKTYPHO H3IMEHCHHBIC. HEKOTOPBIE HPHMEPDI
npeactabieHbl B Tadur. 2.4,

Tabnuna 2.4.

46. XX HopmanbHbli KEHCKHH KapUOTHI

46, XY HopmasbHbli MyKCKOH KapHOTHIT

47. XY, + G Myxckoil kapuotun ¢ 47 xpomocomamu: oana  (G-XpomMocoMa JIHITHSS
47. XY, +21 To xe: 1006aBouHast XpoMOCoMa HICHTHUUHMPORaHA Kak 2]

46, XY, 1q + Myxckolt xapuorun ¢ 46 XpoMocoMaMu: LIHHHOE 111CU0 () OJHOTO  H3
FOMOSIOTOB XPOMOCOMbBI | JUTMHHEE, YeM B HOpMCE

47. XY, + 14p + Myskcekoit kaproTun ¢ 47 XpoMocoMaMu, BKIIOUast JLIOOABOUHYK) XpoMocomy 14 ¢
YATTMHEHHBIM KOPOTKUM (P) I1JIEHOM

45. XX, - D, -G. +t(DqGq) Kenekuit kaproTHil, cOaaHCUPOBANIA poOCPTCOHOBCKA
TPaHCI0KalKsl. 00PA3OBaHHAs COCJIMHCHHUEM JUIMHHBIX e 0no# D- 1 omoft G-
XPOMOCOMb

46, XY, - 3, -12,t(5p12p). t(5q12q) MyxKcKOH  KapuoOTHII ¢ JABYMSs OTACABLHBIMH
POOEPTCOHOBCKUMH TPAHCIOKALIMSIMH € BOBJICUEHHEM B OOMEHBI LICTTHKOM — 0DOUN  11j1ey
xpoMocoM S 1 12, PaspeiBbl  MPOH30ULIM 110 LIEHTPOMEPE  HIHM OYeHL OIM3KO  OT  Hee:
OTCYTCTBYET MHGpOpPMaLMS O TOM, KaKas LEHTPOMEPa UMECTC B TOM  H.IH

HHOM  TIPOAYKTE MEPEeCTPOUKH.

M3MeHeHHs JUTHHBI BTOPUYHBIX [EPETSDKEK MM HCOKPALIHBAIOUIMXCS PAHOHOB CICAVET
OTJIMYATh OT yBeaudenus uiau pyxken Jlexxenom u cotp. B 1963 1. MiMu ObLiu BBIBICHBL TPOE
JeTel ¢ aeneuHed KopoTkoro meuda XxpoMmocombl S (del Sp-). Kpoye oObluHbIX 1PH3HAKOB
AyTOCOMHBIX aHOMAIUHI (00LIee OTCTABAHHE B PAZBHTUH W HH3KHH BCC 1IPU POKICHHAK) ¥ HTHX
aeted oTMeuanoch JIYHOOOpa3HOE JIMLO € PHICPTEIOPH3MOM (IIHPOKO PACCTABICHHDBIC I71d34d).
Bo BhemHeM 00MKe OOJIBHBIX HE OBIIO KaKUX-TO SPKHUN OJHAKO HX [H1QY HATOMHHA]
mMsykanbe koinku (eri du chat niw cat cry).

CyUIeCTBYET HECKOJIBKO PA3HBIX MEXAHW3MOB BOBHUKHOBCHHS CIACIMI U COOTBCTCTBCHHO
Pa3Hble THIIbl CAMMX j1eJielni: 1) MCTHUHHAA KOHIICBAs JICICHMS, 2) HHTCPCTHIHAILHAS IC/ICIHS
K 3) aeneuus B pe3y IbTaTe TPaHCIOKalMH. Bo MHOIMX COOOHICHHSAN VKAZLIBACTCS HA HAHUHE
MpU CHHPOME «KOLIAUbEero Kpukay
Tpancnokaunu lpeacrasinena yacte kapuoTuna npodarjia ¢ XpoMocomolt 3p-. JleaerupoBatubiii




y4acToK BKIEOYaeT SplS u uacte Spl6 cermentos. Y QeHOTUNHUECKU HOPMALHON MaTepu
o0OHapyJKeHa Takas )Ke XpoMocoMa 5, HO oj1Ha M3 XpoMocoMm 17-f napel umeila JULIHUH
CEerMEHT Ha JUIMHHOM fulede mexay 17q12 n 17g21. CrenoBarTefibHO, KOHIEBOH CerMeHT
XPOMOCOMB] 5 COIEPXKUTCS B JUIMHHOM ILIede XpomocoMmbl 7. Ciyuaii. BbIABJACHHBIH NpPH
nomown G-Metoaa (puc. 2.47), WIIOCTPUPYET TIPUMEP MCTMHHOW KOHIIEBOM Aeicunu.
BHyTpeHHUE 0OMEHBL: NapAUEHTPUUECKHE W NepulleHTprueckue nuBepeuu [ lapanentpryeckue
MHBEPCHH (T.€. HE BOBICKAIOUIME LECHTPOMEPY) Y UesloBeKa OOHApyKHBalOTCa ¢ OOJIbIINM
tpyaoM. OHu OyayT oOcyxaaTbcst B KOHTEKCTE XPOMOCOMHOH nsBomounn. Hawywnas ¢ 60-x rr.
OBUIO ONYOIMKOBAHO MHOIO padoT o HOpernosiaraeMblX MEPHIIEHTPUYECKHUX (T.¢.
3aXBaTbIBAIOLIMX LEHTPOMEPY) WHBEPCUAX. Y HEKOTOPBIX HOCUTEAEH TAKUX WHBEPCHH BhISBICHDI
Pa3IUYHbIC aHOMAIMY TUNIA YMCTBEHHON OTCTANIOCTY WK MOPOKOB Pa3BUTHs. DCHOTUIT APYTUX
He 0OHapyXHuBal Kakux-J1u00 3aMETHBIX OTKIOHEHHH, HO B Opakax ¢ HUMH
PErUCTPUPOBANNUCH MOBTOPHBIE CIIOHTAHHBIE abOPTBL. Y NpeacTaBUTENEH TpeThed rpyriibl He
0OHapyKeHO BOOOIIEe HUKakux aHoManuid. Cienyer OTMETHTb, YTO I[PH HMCIOJIb30BAHUH
OOBIYHBIX METO0B OKpALIHBAHUs XPOMOCOM IEPUIIEHTPUUECKIE HHBEPCUH BBISIBIISIOTCS
OTHOCHUTENBHO penko. C BHEAPEHUEM B LUIMPOKYIO NPaKTUKY MeTOA0B TH(pepeHiinaisHoro
OKpALLUBAHHS MTOSBUIUCH COOOILEHHS 0 DOJIee BBICOKOH

4acTOTE MHBEPCHI B HEKOTOPBIX MOMYASLMAX. JJOBOJIBHO YaCTO B 9TH TIEPECTPOHKH BOBICKACTCSA
xpomocoma 9. MmeHHO Takas cuTyalus oOHapyxeHa B @uHisHauu lpu ananuze xapuoTHNoOB
631 sxuTenst HTOH CTPAHBI MO Pa3IHUHBIM JHACHOCTHUECKHM [OBOIaM Y 9 Oblia odHapyxkeHa
NEPULICHTPHYECKAS UHBEPCHA 1 B 6 citydasix — B xpomocome 9. Bee 3t § nHBepenii okaszanuch
HJICHTUYHBIMM. Y TpeX mpoOaHA0B HHBepcHs Oblla oOHapywena B Xxpomocome 10: npu vyrom y
JIBYX OJJMHAKOBAs, a Y TPeTbero OTiudHas oT HUX. MHBepcHIO B XpoMocome 9 MOKeT Jerko
pacno3HaTh M HECIHEUMaIUCT . TaKk KaK THIIMYHAs BTOPUUHAS [EPETSHKKA OKA3BIBACTCS B ITOM
cllyyae He B JUJIMHHOM, & B KOPOTKOM Iuleue. MaenTudukanust uHBepcun B xpomocome 10
TpebyeT 0codoro onbita .

[lpn uccnenoBanuu Meiosza y ABYX NPoOaHA0B ¢ HMHBEPCHEH XPOMOCOMBI 9
HIEHTU(HUUMPOBAHHBIN OUBAIEHT 9 MMes HOPMaIbHYIO MOP(OJIOTHIO, HO OKOJI0 BTOPHYHOH
NEPETHKKM HE ObLIIO BHISIBICHO HU OJHOM XUa3Mbl. BechMa BeposTHO. YyTO
HWHBEPCHH TIPABOAST K HECOBEPIICHHOW KOHBIOTAIIMU U K TIOJABICHHUIO KPOCCHHIOBEPA. KaK 10
XOpOUIO M3BECTHO HA IIPUMEPE APYTUX OPraHmu3MOB, B UACTHOCTU Y [Apo3o¢huiibl. Hogo0nbie
UHBEPCHH MOMKHO MCIOMb30BATh U1 PECHOHAIBHOU JTOKAIM3ALMKA [E€HOB COOTBETCTRYIOUIMX
paltoHOB XpoMocoMbl 9 (pa3n. 3.4). DTH UHBEpPCUM HE BJIMSAIOT HAa MCHOTHUECKYIO
cerperaumio XpoMOCOM M HE IPUBOIAT K NPEHATAIBHOH MHOCIN IeTEPOUIOT. KaK O CIeAYeT U3
ClelnManbHbIX paboT B Opakax MEXJAy HOPMalibHOM IOMO3HIOTOH W reTepos3uroToil 1o inv (9)
25 MOTOMKOB WMENW HOPMAaJlbHBI KAPHOTHIL. 23 — OblIIM FeTEPO3UTOTAMA. AHATOIHYHO JIJIS ABYX
TUNOB 1NV (10) cyMMapHO 3TO OTHOLIEHHME OKa3aioch pasHbiM 10111 Eie B 04HOM Opake Mexy
JBYMS I'eTEPO3UIOTaAMU I10 HHBEPCHH, OKa3aBUIHMHCS JIATbHUMI POICTBCHHUKAMH, CPE/IH
jgeteil oOHapyKeHa OJHa roMo3urora. Takoro pona HaOMKOJICHUS TIPOIMBAKOT CBET Ha
MEXaHU3MbI XPOMOCOMHOU HBOsOLMK Kak orMedanock Beillie, npodaiibl B YTOM
HCCIEN0BAHNN HANPaBASAUCh HA KOHCYJBTAUMIO ¢ AHAHOCTHYECKHUMM LEISMU. T10YTOMY BPSUI
MM HEOXKHIAHHBIM sBiseTCs TOT (aKT, YTO Yy HUX BbIBACHBI PA3HOOOPA3HbLIC AHOMATHH,
OJHaKo 3TH aHOMAJIMH TPYAHO OBIIO 0OXAPaKTEPU30BAThH KaK €AMHbIA CUHHAPOM. bonee Toro. cpe/iu
POJICTBEHHHKOB ¢ MHBEPCUAMH ObUTH M BIOJHE HOPMAIbHBIC B KIIMHHUYECKOM OTHOILIEHHH.
CneznoBaTeslbHO, BECbMa@ BEPOSTHO, YTO MHBEPCHM B XpomocoMax 9 u 10 He BIMAIOT HU Ha
(EHOTHNI HOCHTENIEH, HU Ha WX NJIOJOBUTOCTL. Ilepnuentpuueckue HHBEPCHH OOHAPYIKEHBI U B
xpoMocome 2. B 5ToM cooOLiieHNn peyb UAET 0 TpeX ceMbsix. [IBe 13 HuX 00¢1e10Balb! 110 TIOBOLY
POKAEHUSL IETEH ¢ [IOPOKAMH Pa3BHUTHUA, TOTHAA KAK TPETHS - [0 MOBOJLY MPUBBIMHBIX
BBIKHBIILEH, T. €. 3Ta BLIOOPKA ABISAETCS CHIIBHO CMEHICHHON H BO3ZMOKHOCTEL TOTO, YTO
TIPUBLIYHBIE BBIKWABILLHN MOLYT OBITh BBI3BaHbl HHBEPCHIMH. HCKIOIHTL Helb3st. Meciesiyst




MPOUCXOMTICHHE CeMCH YTHUX HPOOAH/0B B PA3HLIN CTPALAX. aBTOPbl VKA3LIBAKOT. 4T0 BPsL/L 1
JAHHAS MHBEPCUst HMeeT oOHIee NTPOUCXOKACHHE. OHM CCLEIAIOTCH Ha Cayuai. 171 1a ke
MHBEPCHUS OlMCcaHA Kak HoBas MyTalus .bojee BeposTHBIM KM [IPCICTARIACTCS
MPEANOIOKEHHE O NOBLIIEHHON JIOMKOCTH XPOMOCOMBI B COOTBCTCTBYIOIIEM CEIMEHTE.

OMIHAKO CCBLIKA HA HOBYH MYTalMIO ObUId HMPHUBRCYEHA 10 TOTO. KakK ¢TI NPHUMCHSTHLCS
MeTO/1bl JiH(pepeHIHaTbHOTrO OKpaLiHBaHUsI.

OueHp MaJIEHEKHE MHBEPCHH MOTYT BCTPEYATLCS B OTAEIBHBIX MOIYISILHAX J0BONBLHO HaCTO, TAK
KaK cKOpee BCero OHUM COBEPIICHHO HE RAMSIOT Ha COCTOSIHUE 3/10POBLA MM [TOA0BUTOCTE. Lieiu
MHBEPCHS 3aTParuBaeT NPOTSHKEHHbIH YUaCTOK XPOMOCOMbBL, TO BO3MOYKHOCTH HAPYUIECHUH B
Mmeio3e Oosiee BeposiTHa. OTHAKO caMM HOCHTEIM MHBEPCHH 3VIUIOMIHLIL. MOYTOMY BPSLiL 1H
clieyeT OKUIaTh ¥ HUX KaKHe-JTH00 PeHOTHITMUCCKUE aHOMATUH.

PexombunaumonHas aHeycomus. Berpevatorest ceMbH. B KOTOPBIN OJHH 13 pojRTE1CH. 110-
BHJIMMOMY, HMEET TAKYIO ke adeppauuio, yTo U peOCHOK. HAPUMED ICPHICHTPUUCCKYH)
MHBEPCHIO WM Tpanchokaunio. [Ipy oTom poaurtes GeHOTUNIHUECKH HOPMAICH, B TO BpeMs
Kak y pebeHka oOHAPYIKHBACTCH TSHKEIBI CHHIPOM HApYIICHUS pazBUTHsL. PakTel TAKOTO poja
MOYKHO OOBSCHHTD C/1yYaHHBIM COUETAHHEM B OAHOH CEMbE HACIE/[YEMOTO NOAUMOPPHOTO
XPOMOCOMHOTO BapuaHTa U KaKuX-TO HapYIUCHUH pazBUTHsL pPasiduHol sruosnornu. OfHako B
JPYIUX CAVUASIX KPOCCHHIOBEP B VIACTKC WHBCPCHH MM TPAHCHOKAIHH MUY alOMAILHO
XPOMOCOMOH H €C HOPMATBHBIM TOMOIOIOM MOYKET BCCTH K ITOSBICHHIO HeCOQ IaCHPOBAHBIX
HaboPpOB XPOMOCOM B MOJIOBLIX KeTKax. [axoe oObscHenne ObUI0 BLUIBUEYTO Jlexkeom
1 bepxe emie B 1965 1. HO €ro NOJATBEPKACHHE MOJNYUYUIN TOJBKO HOCIC HOMBICHUS
METOJIOB AP PepeHIHATBHOIO OKPAIHBAHUSL.

BrepBble ykazaHHbIH MEXAHM3IM YAQJIOCh MPOAEMOHCTPUPOBATL pealbHO B padoTe .Peus mier
0 MaJIbYMKE ¢ MHOKECTBCHHBIMH [OPOKAMH Pa3BUTHASTOrO npodanjga v ero marepu. MoxHO
BU/CTh, UTO Y MATCPH HMeeTest O0JIbLIas MepHleHTprIecKkas niusepcus. Kpocenurorep B rpesiesax
HTON MHBEPCHH NIPUBCI K HOSBACHUIO aHOMAIBLHOW XPOMOCOMbL B PE3yAbTare uero pedCHOK
oKazazics TPHUCOMMKOM 110 cerMeHTy 456, bes npumenenus meroia i depeHinaibioro
okpatiuBanus Bece C-xpoMocoMbl (rpymiia 6 X 12) Obliin b1 KjacCHBUITMPOBANBI KAK  HOPMATbHbIE
M KapHOTHIIbl MaTepu M pedeHKa paccMaTpUBAIUCL Obl KaK H/CHTHUHbIC,
Bricokopaszpemaroiine MeTo bl HHO3BOJSIOT BBISIBISTH TaKUe CIydan. KojbleRble XPOMOCOMBbI,
WHas cutyauns xapakrepHa sl KOJILIEBBIX XPOMOCOM.

[TockoltbKy 00pa30BaHHE KOMbIA. KaK [OJArdOT. CBI3AHO ¢ VIPATO TCIOMEPHBIX
CErMEHTOB XPOMOCOMbI, HOCHTEIIM KOJIBIICBBIX XPOMOCOM JTOKHb] HANOMWHATEL HOCHTC ICH
COOTBCTCTBYIOUIMX T ICIIHH. HarmpuMep, eciin 8 KOJIBLUEBVIO TEPECTPOHKY BOBICHCHA XPOMOCOMa
Sp. y opodania MoxeT HadmoJaTbed CHHPOM «KOUIaubero Kpukay (B jpyrux cayuasix B
3aBUCHUMOCTU OT pa3MEPOB JEINETHPOBAHHOIO YYacTKa CHUMIITOMbBI MOTYT ObITh MEHEE
BbIPQKEHHBIMU. Tak. HanpuMmep. KoiabileBas xpomocoMma 13 Opina obnapyikena y 14-MecsuHoro
pebeHKa ¢ YMCTBEHHOH OTCTATIOCTBLIO M TAKUMH NPUBHAKAMU, KaK MUKpOLedatus, FUKaHT,
HIMPOKas CIIMHKA HOCA. BLICTYIAOUIME YUIHBIE PAKOBHHbBL, MHKporHaTHs . B 85% aumdonnron
KpoBH U B 82% (Hubpod1acToB KOXH BLIABISLIOCh ITPOCTOC KOJILLUO. HACHTHHIHPOBAHHOE Kak 131
(pl1:q34). B 7% numdormton u B 6% Gudpod:1acTOB MOKHO OBIIIO HAO KO Th JIBOITHOE
JULEHTPHUECKOE KOJIBLO. KOTOPOE COCTOSIO U3 ABYX Xpomocom 13. B 3% smmdonmron u B 8%
$puoOpodIACTOB KOIBLO OTCYTCTBOBAIO, OHA MeTahasza ObliTa ¢ ABYMS CHCIICHHBIMA JABOHUBLIMHY
KOJIBHAMM. OCTANBHBIC KIIETKH COACPXAIN APYIUe aHOMaIUH, HoKazaa ¢y ihod
KOJIBLIEBOH XPOMOCOMbBI B MUTO3€. 3 OOJIBIIMHCTBE CVHACR KOIBLUO PEILTHIHPYETCS U POXOIUT
yepes MUTO3 HOpMaiibHO. MHOTaa 1IPOHCXOMNT OAMH cecTpHHCKHE 0oOMen 1 Qopmupyercs
JBOHHOE KOIBLILO € JIBYMs [eHTpoMepamu. JIBOUHON CeCTPHHCKHE 0OMCIH MOKeT HpHBECTH K
00pasoBalnIo ABYX cHElLIeHHbIX kouell. Bidtemtomedsmsepthail Aot e kormgry
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