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POJIb YNIbTPASBYKOBbIX
W UUTONEHETUHECKUX MAPKEPOB
B NMPEHATAJIbHOW AUATHOCTUKE

B pesvosmame nposedenus 258 unsainansx Maninyas-
WHE © HOGABIOSEHUEM HUMOSEREMUEMECKUX I MOAEK VA PN -
WMo ceRemuserk i memodoe anmeteno 16 paiiusanax wapy-
WEHNHD & Kapuomune didodd ¥ Gepemenax wCEeHumn Spyvnm
AWCOKOAD Prcka: kautidee vacmo — cundpos Jaywa (8) u
Hepeweackoen-Teprepa (4). Makcumaiskoe Kosumecman
AHOMATEHEY Kamromunos (25,0 %) omaewatocs ¥ depeseri-
HWX ¢ aposcdesssimn nopoKamy pasawms nooda. flogyuens
chR G e O R NORWICHIOR YaOCMOmB 2emeposopgu Mg
FOMOIOSOR HEKOMOPWY XPOMOCOM & SPVRIEE RayueRmox, Joie
Aok aaHTes a8 URedinaRol npouedypsl NOCTVWCWIN Max
HOAATEMMWE e MAAKIE Y 3-Maprepats gReEVRAONOME A coye-
manne mociedsux o Guoxumuseckamu mapkepasu. Cpedu
paztdan modvodos & opsuposaRing VR SHOOKO0A0 2e-
HEMUHECKOPD PUCKS naufotee mHiopmMamuenm oKasaicn
AXOEPHE CR UG CEPURLNE,
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Beenenme. XpoMOCOMHLIE AHOMANHH BRIARIA-
torca B kaprorune 1—2:1000 KuBOpOXIEHHBIX,
Kak NPapuno, BOIHHKIWT OHHY B MOMEHT 3844THA
HIH HA CAMbBIX PAHHHX CTAAWHAX Pa3BUTHA 3apo-
AblAa W MOryT ObITE IHArHOCTHPOBAHEI MOCTA-
TOYHO PAHO C MOMOUIBEY WHBAIWMBHLIX METOOOB
NPEHATANBHOW AMATHOCTHKH (DHONCHH BOPCHH
XOpHOHa M amHMoueHTesa). ONHAKO MCMOAkIO-
BAHHE TAKHX MCTOLOBR CONPHACHD C PHCKOM LE-
J0TO psana ocnoxHenuit depemennoctu. MNosto-
MY 3TH HCCACOOBAHHH CNEAYET HaZHAYaTe TOLKO
MEHLWMHAM BRICOKHX rpynn pucka. OCcHOBHBIMM
NOKA3AHMAMH SIBISIOTCA BOIPACT MEHULMHBI
craplue 35, a Takke poxIeHHE JeTel ¢ NOPoKaMH
PAIBMTHHA H XPOMOCOMHON NATONOIHEH B aHaM-
Hese. DuHako DONBHBIE 1ETH MOTYT POIMTLCA W ¥
MOIOARX KeHlHH, B takux cnyyaax npubderat
K MNpeHATAIbBHOMY CKPHHMHIY MO BbhlABRICHHKD
rpynn pucka DEPEMEHHBLIX C BOIMOMXHOCTBIO
POXACHHH NETeH, HMEILHX BPOXIEHHRBIE NOpo-
KM pa3puTus (BITP) M xpoMOCOMHYIO NATONOIH
y naoga. Mo cTpykType HeeenoBaHW i BhIIENAIT
GHOXMMHHECKMH, YIBTPAIBYKOBOH H KOMOHHH-
POBAHHBIA CKPMHMHTH (COMETAHHE DHOXMMHMEC-
Koro M yastpassykonoro). [Mo nurepatypHbiM
AAHHBIM YACTOTA BEIABAAEMOH XPOMOCOMHOH na-
TONOIMM B TPYNNe pUCKa cpeid OepemMeHHbIX
KeHIUWH cocTaenseT 3,7—6,1 %, a cpeau MHO-
romioanbix Gepementocteil — 5—5,6 % [1]. On-
HAKO B AWTEPATYPE HE BCTPEYaKOTCA JaHHBIE O Ka-
KHX-THDO [OpYrHX MIMEHEHHHAX B KapuoTHne
Maofa v 0epeMeHHbBIX MeHIHH, KOTOPbIE No pe-
IVALTATAM CKPUHMHIOBBIX NPOrpaMM MNONAIM B
FPYNNY PUCKA, HO NOCNE NPOBEIEHMA WHBAZUR-
HOH NpOUeIYPBl XPOMOCOMHAH NATONOIMHH BhiAbk-
NeHa He Obina.

Llens HacTOALIErO WCCAENOBAHMA COCTOANA B
NEeTANBHOM AHAAW3IC HIMCHEHHH KapHOTHNOB
n1oaos y DepeMeHHLIX KEHUWIWH M3 TPYNIILL BbI-
COKOTO PHCKA W BeIpaboTKe alropHT™Ma HHBa3HR-
HBIX HCCNEA0BAHMA C Y4ETOM pelyaLTaToB, Nony-
YacMblX B XOIE NPpEHATANBHOIO CKPHHHHIA.

Marepnaam u MeToau. [pynny pucka no xpo-
MOCOMHOH NMaTONOrHK OTOHPANK nyTem obeneno-
BaHHA B pamkax e«[lakera AKYIWEPCKOrD CKpPH-
HMHIa». ¥YILTPA3BYKOROE WCCHEIOBAHUE MIOIA R
cpoke 10—13 u 16— 18 Hen bepeMeHHOCTH (MOUCK
YIETPA3BYKOBBIX MAapPKEPOB aHEYIIOMIMI) ocy-
LWECTRAANN N paspaboTaHHOMY NPOTOKOIY Ha
annapartax «Medison-8000s (Kopes) u «Siemens
Antares» ([epMaHMg) ¢ MCNONB3IOBAHMEM KOH-
BeKCHBIX AaTuikoB 3,5 v 3 MIu. Hecaenopanme
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GHOXUMHYECKHX MADKEPOB XPOMOCOMHOH naTo-
NOTWW MPOBOAWIH B JIRA 3TANA.

MNepeeii aTan BKAK4AN B ceba onpelencHHe B
cpoku 10—13 nen ceobonnoii f-cybbenmHuLbl X0-
PHOHWYECKOMD TOHANOTPONKMHA Yeloneka (cB, [-
X)) u cea3aHHHOMD ¢ DEPEMEHHOCTEID NIAIMEH-
Horo npotenHa A ( PAPP-A).

Bropo# aran npoeoauny B 16—18 Hen ¢ onpene-
JIEHHEM CASIYIOIIHX DHOXHMHYECKHX MOKa3aTenei;
B-XI'Y, anwtha-chetonporenn (ADIT), crobonHbii
(HEKOHBIOTH POBAHHbIIH) FCTpHOA. BHOXHMMYECKHE
HMCCNENOBAHMA OCYILECTRIANN METONOM WMMYHO-
hepMEHTHOrO AHANKIA C UCTIONLIOBAHMEM PEAKTH-
goB « Delfias (Punnsiiaua). [oayieHHble 1aHHbIE
WHTEPNPETHPOBATH N0 OKOHUAHWH BTOPOTD 3Ta-
na MCCaenoBaHui, AHANTHI Pe3YALTATOB NPOH3-
BOSMICA € MNOMOLLLK KOMMLIOTEPHOH NMpOrpaM-
Mbl s ALPHA-6» (Benukobputanus) [2].

Mo peaynwraTtam ckpuuuHra Owina orobpaHa
rpynna GepeMeHHBIX C BICOKHM PHCKOM XpoMO-
COMHOM MaTonorMi y 1naoLa, KOoTopbiM ObliH
MPeNokeHbl HHBA3WMBHBIE NPEHATAIBH bIE HCCTIE-
MOBAHHA,

Mo 12 Hen npoeoanAK BHONCHIO XOpHoHa, ¢ 13
0o 21 — TpaHcabLOMUHANBHBIA AMHHOLEHTES
H/ MM GHOTNICHIO TIALEHTRI, € 22 1o 25 Hen — Kop-
nougnTes. [MoayyeHuo NpenapaTos XpoMoCoOM BO
BCEX CYUASN NPedecTROBANO KYIETHBMPOBAHKWE
KJAETOK, KOTOPOE OCYLIECTBAAMM corjacHo ob-
WENPHHATEIM npoTokonaM. LluToreHetHueckoe
HCCAEIOBAHKE METAPAIHBIX MJIACTHH KIETOK
MPOBOIHIKM € Henonesosanuesm GTG-, CBG-,
QFQ-TexHuk nudepeHManbHON OKPackH xpo-
MOCOM no aAnuHe |3]. B caoxHBIX N8 AMATHOCTH-
KH CAy4aHx npuﬁera.-m K METOMAM MOJICKYIHP-
Ho#H uuToreHeTHkn (FISH-merton), kotopuie Ha
NOPANOK NoBbiWanT 3PGEKTHBHOCTE HeCneno-
paHWA. [WBpMOM3aumMs in situ nposeieHa co
cneummueckumu k 1,9, 13721, 16, 18, X, Y xpo-
Mocomam ansdonaHeiMuy JTH K-npobamu na kon-
NEKUHH UHTOreHeTHYecKoH nabopaTtopuu Haum-
OHAJIBHOTO  UEHTPAa TNCHXHYECKOTO 3I0OPOBLA
PAMH (Mockra, Poccusi) cornacHo npotokony,
paipaboTaHHomMy Soloviev et al. [4]. [lns cocTae-
JIEHHA KAPHOTHIIOB XPOMOCOM W PETHCTPaLIMM
rHOPHOHIALHOHHBIX CHTHANOB MCNOAb3OBANH
COBpPEMEHHYKY KOMMNBITEPHYIHY NporpaMmy
CytoVision (CLIA),

PesyasTaTsl HeeenoBanui W WX obeyaaenne. C
NOMOLLEIO MAKETA «AKYLIEPCKOrO CKPUHMHIE» Dii-
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Ao obcnenoraHo 4170 BepeMeHHBIX XeHIMH, [To-
NOAKMTENBHBIH PEIVALTAT CKPHHHHIAE OTMEYANCH
B 196 (4,7 %) cayqasx (rpynnsl BLICOKOTO pHCKa
POAIEHHMA OETEH ¢ XPOMOCOMHON NATONOTMEH ).
MauneHTkn DLW pasneneHbl Ha MATE Tpynn
COMNMACHO NOKA3AHMAM, TOCAYMHBLIMM NPHYKH-
HOH MNPOBEIEHHA NPeHATAILHON HHBAIMBHON
NPOUEIYPLI.

B rpynny 1 pownn 50 (25,5 %) xeHwuH cTap-
e 35 ner. Cpenn Hux GepeMeHHBIX B BO3pACTE
35—3%9 ner Ouino 24 (48 %), a crapwe 40 net — 26
(52 %). Tpynny 2 cocTapuiu 39(19,9 %) KeHlHH
C AHOMANBHBIMMH NMOKA3ATENHAMH DHOXHMHUYECKHX
MapKepoB XpoMocoMHOM matonorud. B rpynny 3
Obinn oTobpans 22 Gepemennbie (11,2 %) ¢ Ha-
JIMYHEM TOIbKO KOMILIEKEa Y 3-mapkepos aneyn-
nouauit y naoaa. B rpynny 4 sownwu 20 (10,2 %)
DepeMEHHBIX MEHIIMH ¢ HANIHYHEM KOMIJICKCA
DHOXMMMYECKHUY M ¥3-MapKepoR XpOMOCOMHOM
naronorid y nnoaa. fpynna 5 Gwna cocTtapieHa
42 (21,4 %) GepeMeHHBIMH XKeHMHaMK ¢ BITP y
naoaa, HO BHE 3aBMCHMMOCTH OT HANHYKS DHOXH-
MHYECKHMX Mapkepos W Bospacta. B rpynny cpas-
HEHHSA BOLLLM MEHIIMHE, HHBAIMBHAN NPOoLeny-
pa KOTOpbiM Oblla NPOBELCHA MO NPUYUHE
JHK-aHarHocTHKH reHeTHYeckoro 3abonepatus
vV NIoga (MyKOBHMCUMI03, muonatus liowexa,

Tabnwua |

VALTPATBYKOBLIC MAPKEPE] XPOMOCOMIOI TATOAOMHHA
¥ munaa, abe.s. (%)

wgg:::]:ﬂ VALTPAIBYKOBHE MAKEPLI Konnyecteo

HHC KHCTh cocyaneTrix cretenni 6 (13,6)
FOOBHOMD MO3rd

Mouenonosan [Jevcroponnss nuenoaktamn 14 (31,8)

CHCTEMA

= VronueHne BopoTHHKOBOTG
NpOCTPAHCTEA (>3 MM} 613,60

Cepoeyo-co- THnepsxoreHHbii Gokye cepaua 4 (9,103
cvameTan cue- (FpC)

TeMa MaTonoruueckmii KPOBOTOK Ji6.®)
B BEHOIHOM MPOTOKE
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EI]J'&HHJIKETOH)"IJHFI, CIMTHHANBHO-MBILIEYHAA aTpO-
(hHs W T4}, HO € ONHOBPEMEHHBIM OTIPEEIeHM-
EM £r0 KapHOTHIA.

OCHOBHBLIE MApKephl XPOMOCOMHOH naTono-
I'MH ¥ NA04a, BRABIEHHBIE NPH 3Xorpaduu, no-
KalaHul B Tabn. 1.

Cpean npeacTapieHHBIX YABTPA3BYKOBEIX Map-
KCPOB TONTBRO ¥YTOTLIIEHHE BOPOTHHKOBOTO TIPOCT-
paHcTra (B 5 cayuaax) v apyxdazHeli KPOBOTOK B
BEHOIHOM NPOTOKE (B 2 Cly4asx) B MEpBOM TpH-
MmecTpe DepeMEHHOCTH ABWIHCH CAMOCTOSTENb-
HbiMH HIOWIHPOBAHHBIMH TIPH3HAKAMH XpOMO-
COMHBIX aHOMANHH. Bo BCeX OCTANLHBIX CAyqanx
AHATHOCTHEH EIHE}'['IJ'IQ]-I..'J.Hﬁ HMENH MECTO KOMIT-
JNEKCH MAPKEPOH B PAIHYHBIX OPraHax M CHCTe-
MAX 1004,

B crpykrype BITP naona y obenenosadHbix Oe-
PEMEHHBLIX XCHLLWH HANGOIEE 4acTO OTMEYANIHCE
MHOMKECTBEHHBLIE BPOAIEHHEBIE TOPOKH PAIBHTHH
(MBITP) »t onyxonu, B 4aCTHOCTH FHIPOMA LLIEH:
cootsercTBerno 13 (19,1 %) u 7 (10,3 %) cayua-
ep. Kak nokazanu gansHeHWILME WCCNCAOBAHMA,
HUMEHHO 3TH AHOMANHH PAZBHTHA [100a 4Yalie
IPYTHX COUETATMCE C XPOMOCOMHOI MaTonorien,

Beero 6ui10 nposeneto 258 MHBASHBHBIX NPo-
uemyp: 158 (54.9 %) xopuo- M NiaueHTOLIEHTE-
308, 112 (38,9 %) amunouenreson v 1 (0,3 %) kop-
JOLEHTED.

FEZ]}"JTIJTHTI:I HCCNENOBRAHHA NOKA3aNH, YTO Yac-
TOTA XPOMOCOMHOM NATONOMMA ¥ NN04a B 00LLe i
rpynne obeNeloBAHHBIX KEHIIHH COCTARWNA 16
(8,2 %) cayuaes. CTpyKTypa BoISBASHHOH XPOMO-
COMHOH NaTON0THH NPENCcTARIEHa HA puc. 1,

CooTHOoweHHe KPOMOCOMHBIX HIMEHEHHH B
KapHOTHNAX NION0E B KAXI0H W3 NaTH rpynn be-
PEMEHHEIX KEHLUIHH NPEACTARIEHD B Tadn. 2.

MNonyyeHHBIE PE3YALTATH CEHAETENLCTBYIOT O
TOM, 4TO YACTOTA XPOMOCOMHOM naTonoruu Guina
HAWMEHBLLIEH B TEX MPYNNAxX, B KOTOPBLIX NOKa3a-

HHEM L1 MHBAIHBHOH NPOUELYPEI CTYXKHI TOMb-
KO BO3pacT #eHuMHbl (2,0 %) uan Tonsko Guo-
xHMMueckue Mapkepnl (2,6 %). lNpasma, npw
KOMOMHHMPOBAHHOM CKpMHWHIE (rpynna 4) oxa
BOBCE HE BRIABRIANACK. HH'E'EI)ECHIJ, UTO B rpynne
2 peayaLTaThl BHOXMMHYECKOIO CKPHHHHTA (pUCK
1 : 6 6onesnu Jdavia) GeM noATREPAIEHB! LIWTO-
reHeTH4yeckd. B rpynne 3 pexomeHnopaHHas
TOARKO 1o Y3-MapkepaM (TONWMHA WeHHOM
cknanku — 10 mm, N'OC, IBYCTOPOHHAA NHENOIK-
TAIMA) UMTOrEHETHUECKAA THATHOCTHKA BLIABMIA
B KAPMOTHNE M08 TPHCOMKMIO 1o 21-# XpoMoco-
ME B COMETAHMM ¢ MHBepcHel 9-H XpoMOCOMBbI,
CornacHo HOMEHKIATYPE XPOMOCOM HHBEPCHA
9-{ XPOMOCOMEI OTHOCHTCH K BADUAHTAM HOPMbI,
XOTA MO JUTEPATYDHBIM JAHHBIM PHCK DOMXIEHHA
pedeHKa C XpOMOCOMHON natonorueid unu BI1P &
TAKOW Fpynne nauveHTos noesiued [5, 6]. A o
BTOPOM Cy4ae W3 rpynnsl 3 TONLKO YbTpa3By-
KOBOI CKpHHWHT (Manosoaue, [PC, runepaxo-
FeHHbIA  KHWEYHHE) NO3BOJAMI  YCTAHOBHTL
TpunaoKaKe naoga (69, XXY) no pesynkratam
AHATHOCTHKM IBYX TKaHed (GMontar BOPCHH
MAAUEHTH W AMHHOUWTL). O0HAKO MAKCUMANL-
HOE KOJAWYECTBO aHOMANBHBIX KapuoTHnos (28,6
%) oxazanock cpeaM GepeMeHHBIX KEHLLHH Ipyn-

Tpucomua 16 fi |

Tpunnowaua | |

CuunpomTepuepa [0 0 0 = ]

Cuuapowm [Maray |
CurHapos Dasapca

Cunpposm Haywa | RSy L e
0 10 20 30 40

Pue. 1. CTrpykrypa XpoMOCOMHOR MATONOMHK Maoda vy Ge-
PEMEHHBIX MEHLULHH IPYIIN BRICOKOTD pHeKa, %

Tabamuma 2

HaMenenna B KAPHOTHNAX IAOI0E ¥ DEpEMEHHBIN MEHIIHA FPYIN BECOKOMD pUCKa, abe.w. (75)

Ty BEpeMEHHMY BRCOKOTD PHCKA Tpynna
HameHeHHA B KAPHOTHNE 1 3 3 3 5 CPABHEHHA
A= 5 #=19 a=12 A=} n=42 A=14
Xpomocomubie abeppaunn 1{2,00 14{2,6) 2(9.) - 12 (28,6 =
BapuanTsl xpoMocom 14 {137 15385 16(72.,7)* 17 (55,00* 276420 3125

Mpusmevanne. * Pasnnua oTHOCUTENBHD MOKA3ATENA KeHIHH MPYNNE CpaBHeHAA nocTopepHa (p < 0,05); n — ko-

JHYECTRO MAUHEHTOR.
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nst 5 nipu ¥3-amarnoctuke BITP y nnona. Mure-
pecHo, 4To Hapsaay ¢ BITP npucyrersopanu tak-
#e ¥3-mapkeph.

TpH UMTOTEHETHYECKOM AHATHIE MBI HE MOTITH
HE DE]]HTHTB BHHMAHHE Hd HCROTODBIC ocobeH-
HOCTH KAPHOTHIOB, NPOSBISIOUIMECH B reTepo-
MOPHHIME TOMONTOTHYHBIX XPOMOCOM, KOTOPKIE
WMEIOT BApHADEN bHbIE TETEPOXPOMATHHOBLIE YHACT-
KM. JTO Kacanoch NPHUEHTPOMEPHBIX YYacTKOB
Xpomocom 1,9, 16, B MEHBIUEH CTENEHW JIHCTANE-
HOMQ ¥YHaCTKd AMHHHOM ILae4a Y—XPDMDCDM ki, d
TAKKE PAHOHOB SNPBIIKOBLIX OPraHM3aTOPOR
(A0OP) akpoueHTpHyeckHx xpoMocoM, Mel me-
NOALIOBATH ACMOTHHTENLHBIE MeToakl audupe-
peHuHaANEHOR okpacku xpomocom (CBG, QFQ),
a takke wHTepdaueiil FISH-ananua ¢ npobamu
K ankithounnoil JIHK HekoTopix Haubonee papu-
aleibHBIX B NPHUEHTPOMEPHOM PaiOHE XPOMO-
com (1,9, 16). M3 tabn. 3 suaHo, uto rerepoMop-
(H3M rOMONOINOB 1oCTOBEpHO Yawe (p < 0,03)
HabNOIANK B TEX IPYNNAx, rie NoKasaHuesm s
WHBAZMBHONW Npoueaypll DeLIM BHOXHUMHYECKHE,
V3IHU-mapkepsl unn BINP y nhona, Ho He B rpynine
| (poapacT xeHwMHE Beiwe 35 net). [erepoxpo-
MATHHOBLIA NPUUEHTPOMEPHBIH DA0K MOT NpeRbl-
LWATE TAKOH #e YHaCTOK Ha FoOMOIOTHYHOH Xpomo-
come B Apa paza ¥ Doaswe (puc. 2, 6). B coyuae
FISH-ananuia BMECTO OAHOMO FHOPHIAM3ALHOH-
Horo cursana g ofnactu anwonanoin JHK onno-
1o M3 roMooros xpomocom 1, 9 uau 16 susyanu-
IMpOBANOCE ABA (pHC. 2, 8). B HekoTOpRIX cayuanx
Takaa KapTHHa, Kak npasuno, Habnwlaiace Bo
BCEX ODCNEI0BAHHLIX HHTEpda3HLIX Aapax Ouon-
TATA BOPCHH TNAAUEHTH MAW amHuouwmTor (500
anep), B ApYrHX — NMPHCYTCTRORANA TOJNLKO B Yac-
TH RICP. LI.HTU]'EEIETH'-EE‘:K{JE Dﬁi:.’lE;lﬂlii’:HHE BCex
CYNMPpYAXRECKHX MAap HE NMPEACTABNANOCH BOIMOMK-
HBIM. OQIHAKO ey DepeMCHHON XEHILIMHE HIH €E
CYNPYIY No Kakoh-nubo npuumMHe (Hanpumep,
OTATOIIEHHBIH TFeHeTHYeCKHH aHamMHes) paHee
oL npopencH HHT‘DTEHETH‘[ECKHﬁ dHANTH3I H B HX
E{HPHGTH[IHK NPUCYTCTRORANH IlﬂpHﬂ.HThl !]III}MEII—
coM (pMc. 2, @), TO B CIVYae nepesayl noToMcTey
MBIl HMENH BOIMOXKHOCTR Haﬁ.’llﬁﬂﬂTb HX ¥ TL10aa.

Crpykrypa Hanbosiee 4acTo BCTPE4aeMblX No-
JTUMOPQHEIX BAPHAHTOR XPOMOCOM B KAPHOTHNAX
nmnoaos y ﬁﬂ}'}EMEHHblK ACHUIHH W3 TPy BeICO-
KOro pMCKa npeacrasieda s tabn. 3.

Ha tabn. 3 puado, yro B rpynne 1 Tak xe, Kak
B rPpYNNE CpPABHEHHA, YHCTO PAITHYHEIX BADHAH -
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TOB XPOMOCOM HE NPEBLILANO KOIMYECTBA Naumn-
EHTOB, KOTOPLIE HEAHAMCE UX HOCHTENAMH. Han-
POTHB, BO BCEX OCTANBHLIX OOCIEA0BAHHBIX TPy -
Max YHCAO BAPMAHTOBR XPOMOCOM MPERbIIAND
yucno ux Hocutenel. (0nAacHAeTCH 3TO TEM, 4TO
HEKOTOPBLIE KAPHOTHIL MOMIM COLCPHATH HE
OIHH, @ IBa XPOMOCOMHBIX BapuaHTa, s Beex
rpynn Haubones IHAYHUMBIM M3IMEHEHHEM B Ka-
pHoOTHNE Bbla BApHADENEHOCTE NPUHLEHTPOMED-
HOro reTepoxpoMaTiHa xpoMocom | M 9 (rabn. 3).
Haubonee cywecrpentbiM Bu retepoMopduim
roMonoroe l-i xpomocoMel B rpynne 4, Koraa
NOKA3AHNEM LN NPEeHATANbHOR HHBAIMBHOH 11~
ArHOCTHKH ARIAACA KOMILICKC VALTPAIBYKOBLIX W
BUHOXUMMUYLCKHY MAPKEPOR, XOTH AHEYTIIOHIHYK B
ITOH rpynne seigpIeHsl He O (Tabn. 2).

Conorpadmyeck MM HAXOLKAMH ¥ T/1000B €
XPOMOCOMHOH naTonorveid MOryrT OwITE Kak
cTpykTyphbie anomanuu (BIP), Tak ¥ Hekoto-
pbie OCOGEHHOCTH Pa3BUTHA, HE HAPYILIAKLIME
CTPYKTYpPY oprada. bonewme 3MmbpHoOHalbHbIE
CTPYKTYpHbIe oTkiaoHeHdsa (BITP) coctasasior
MepBbid THN MAPKEPOB AHEYNINOUAKWH, KpoMe To-
ro, CYLLECTBYIOT IPYIHe, MeHee ONpelefieHHbie
NPH3HAKH — <BO3MOKHEIE MAPKEPBI» AHEYNION-
OHA, HX elle HASLIBAIOT «MATKMMH MAPKepaMue
(Tadn. 1). XoTs OHW He ARIAKTCA NATONOTHEeH, MX
TAKKE MCIOALIVIOT L3 CKPHHHUHIA W pacyeTa
PHUCKA XPOMOCOMHBIX AHOMATHI,

«sMsarkue Mapkepbis BCTPEMAKOTCH M Y HOP-
MANEHEIX MIOIOR, HO MACTOTA MX DONELIE NpH
XPOMOCOMHBIX aHOManuAX, MHOrHe roas cneum-
AMHCTLI MO NPEHATANTLHOH YIETPAIBYKOBOH 1Har-
HOCTHKE BeNW Cropbkl O 3HAYUMOCTH «MHTKHX
MapKepoBs. BLUTH NPoBeeHbl HCCTENoBAHWA, Mo-
Ka3BlIKe, YTo GONBLUIHE CTPYKTYPHBIE AHOMAINK
BCTpeuaroTes ¥ 25 % aHOManbHBIX TUTOA0B, TOT/A
KaK OIHH WK BOIee MATKHX MAPKEPOB BCTPEYaeT-
csi B 50 % cayuaes. Tpu 310M NPHLIENBLHO BLISBIANA
KOMIUIEKC MATKHX MAPKEPOB BO BTOPOM TPHMECT-
pe, BOIMOXHA NMpeHaTalbHas JWarHocTika ot 50
no 70 % cuunpoma Hayua, ot 70 no 100 % tpuco-
M 18, ot A0 g0 100 % rpuconmun 13, Takum obpa-
30M, Mpenponosas yiawTpacoHorpadms B TeueHHe
BTOPOrO TPHMECTPa 00SCNEYUBAET «IeHETHHECKYID
COHOTPAMMY®e, KOTOPad MWCTNONBIVETCH, YTOObI
HIEHTHPHUMPORATE MOPQONOrHYECKHE OCODEH-
HOCTH XPOMOCOMHON natonordd naona |7]. K namn-
Donee 4acTo BCTPEYAIHMCH MATKHM MAapkepam
BO BTOPOM TpUMeECTpe DepeMeHHOCTH OTHOCATCS:
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Pue. 2. Kapworun otua — 46 XY, lgh++ (aumdonuTtel nepuepiueckol Kposu,

poMOCoM) (@), KAPHOTHN NAoAa 13 Hel PATBMTHA B KNETKAX

FMUTENHA BOPCHH NAaUeHTe — 46, XY, lgh++ (), nHTepdanuid FISH-avanua ank-
dovaHsimy AHK npoGamu (D1Z1) (&)

TaGnuua 3

CTpysTypa noAmMophuey RApHAHTOR B KAPHOTHIAX WI0A00 ¥ DEPeMENnLIY MeuliE W1 rPyNn BMCOKOro prcKa, abe.a. (%)

TpYNnE BRICOKOND PACKS CPEaH GEpeMEHH X KEHIIHH Tpvnma
BApHanThl Xposocom 1 3 3 3 5 CPaBHeHIa
n= 14 m=15 n= 16 a=11 =17 n=3
Igh+ 5{35, & (40,0) 9 (56.3) D(%1,8) £ (29.6) 1(33.3)
Ggh+ 7 (50,00 10{66,7) £ (50,00 32Ny 5(18,5) 1(33.3)
Inv 9 - — I (6.4) — 1{3,7 -
16gh+ — 30(20) I (6,3) 1(9.1) 1(3.7) 1({33.%)
Ygh+ X12.5)
¥gh 1{7.1) I (6,7) - 301,13 _
AOP 1{7,1) 2{13,3) 1(6,25) — 1(3,7} —
Becero 14 22 12 13 19 3

Mpuameyanne
AHYSCTED KAPHOTHNOE € BAPHAHTAMMH XPOMOCOM,

YTONUIEHHAA HIeHHAa CKnanka, I"HFIEDD‘I{L‘H‘EHHL-M
KHIIEYHHK, KHCTh! COCYIHCTRIX CILIETEHHH, THNE-
paxorentbid rokye B cepaue (I'PC), nnenoakra-
IMA, YKOPOUEHHEe TPYOUATBIX KOCTeil,

[MpH HANHYKK CONYTCTBYROWMX AHOMATHIT 3a-
MEYEHO MOBLILEHHE PUCKA HEKOTOPBIX XPOMO-
COMHBIX abeppaumii, ocobeHHo TpHcommu 18, cy-
LIECTEEHHOTO MOBLIIWEHWA PHCKa TPUCOMHM 21
OTMEYEHO He Obino [7]. OoHako MMEKTCH CBEne-
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. * PasHuUa OTHOCHTENBHO NOKAZATENA KEHLIINWH MPYNNG] CPABHEHHA focTorepHa (p < 0,03), n — Ko-

HUA, 4TO pucK cuHapoma [dayHa npu Hanuuuu
wioaupoeadHHoro NPC  goctopepHo HUXE, &M
PHCK OT MPOBEASHHA HHBA3HBHOH NMpeHaTalbHOH
JHAMHOCTHEM € LENbH HCKTIOYEHHA XPOMOCOM-
HOW naTonoruu [8].

AHANONMYHO KMCTHI COCVAMCTHIX CIUTeTeHM
ronoBHoro Moira obHapyxusatorca B 1—2.5 %
CAYYAEH HOPMANbHLIX DEpeMEHHOCTENR W 0DBIYMHO
HE WMEIOT MaTONOHYECKOTO JHAYCHMA NPH H30-

37

www.cytgen.com



] H.H. Conko, J1.B. Tasoxuna, B.A. Eyineea, AM. Ewuxosa ]

JTHPORAHHONW BH3vanu3aumu [7]. O MoryT ORITh
EAHHHYHBIMHE, MHOMECTBEHHLIMH, OIHOCTOPOH -
HUMH, ABYCTOPOHHUMH. Takxe DbLIO OTMEYEHOD,
YTO KHCThl MMET TEHACHUHIO K YMEHBILEHHID H
MOJTHOMY MCUS3IHOBEHWIO TIPH TIPOrpeccHpoBa-
Huu GepemenHocTH. CobeTREHH I MHOTONETHMI
ONBIT UCCHELOBAHMA noaTeepALaeT 3T0. Takum
obpa’loM, H30IHPOBAHHBIE KMCThI COCYLWCTBIX
crieTeHnii Heboabwnx pasMepos (oo 1 oM B ana-
MeTpe) He ABIHIOTCA NOKA3AHWEM NA MHBASHEB-
HOH NpoUeLyphb.

MunepaxoreHHbIH KMILEYHHK THATHOCTHDYET-
ca e 0,2—1.4 % peex ¥3-uccnenonaumuit Bo nro-
poM TpuMecTpe DepeMeHHOCTH [8] W BCTpedaeTca
NpH HOPMATEHONH DEPEMEHHOCTH, ¥ MUIONDE C aHe-
YILIOHIMEH, 3A0epAKOH BHYTPHYTROOHOIMO Paskd-
THS, BPOXIEHHOH BUpYCHON MHdekumnei, npu Ta-
JaccaMMM W Mykosucuuiaose [9]. Ytomuenue
WEHHOH CRIALKH ObLIO NEPBbIM H3 HECTPYKTYPHBIX
MIEHTHIHUHPORAHHEIX MAPKEPOB XPOMOCOMHOH
MATONOIMH ¥ TUI00A W OCTASTCH SAWHCTBEHHBIM Ha-
Whosee NPOrHO3MPYEMBIM COHOTpadnIecKiM Map-
KEPOM KaK B MEPBOM, TAK H BO BTOPOM TPHMECTPE
GepesedHocTd [10]. PeaynsTaThl HalLlero HCCneno-
BAHUA NOLTBEPAILAKOT ITO.

Hauuuaa co BTOPOH TONOBHHBL NPOLLIOTD
CTOJIETHS, B IMTEPATYPE HAKONIEHO BONbLIOE KO-
NudecTrO NYGAMKAUMH, YKAIBLIBAIOWIMX HA CyLe-
CTBOBAHHE HOPMAJALHOIO NONYAAUHOHHOIO o=
aumopimaMa  xpomocoM. B To ke Bpems
OTMEYEHO LWHPOKOE PacnpocTpaHeHHe HEeKoTo-
PhIX IKCTPEMANLHBIX BAPHAHTOB CPEaH YMCTHEH-
HO otcTanwix avu ¢ BIIP [11], B rpynne cynpy-
Keckux nap c Gecnnoauem |12, 13], a Takxe c
OTHMOLEHHBIM AKYIIEPCKUM aHaMHesoM (non-
TOPHbIE CNOHTaHHbIE aGOPTLI, MEPTBOPOXKIEHHE
aetei ¢ BITP) [14]. CywecTsyior 1oKasaTeabersa
DYHKUHOHANEHOH pPONM TETEPOXPOMATHHA B
ambpuorenese [15, 16], HO 10 CHUX Nop He Noay-
YeHD YOEAMTENBHEIX AAHHEIX © TPHCYTCTBHM
CTPYKTYPHBIX IEHOB B NPUMUEHTPOMCPHOM reTe-
poxpomatHhe xpomocom 1, 9, 16 y yenoseka. On-
HAKD MOKHO NPEANOI0KHTE, HTO HIMEHEHHE CO-
OTHOLIEHHA 3YXPOMATHH/TETCPOXPOMATHH HIIM
K€ AKTHBHOCTH TeTEPOXPOMATHHOBBLIX TEHOR,
HABNAAEMOE B BHIE BADHAHTOR XPOMOCOM, B
sMbGpHOreHese He OCTaeTCH HesaMeuyeHHBIM LA
reHoMa B uenom. BoaMoxHO, YIbTPa3BYKOBbLIE M
OHOXHMHYECKHE MApPKEPBI XPOMOCOMHOHW naTto-
JOTHH ¥ MI0A MOTYT 00HAPYAXHBATECH HE TONLKO
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MPH aHEVTLIOMINAX, HO W NPH IpyromM auchanaH-
Ce B reHOMe, HanpuMep, npu aucbanaHce B pa-
00TE IVXPOMATHHOBLIX W FeTEpPOXPOMATHHOBLIX
reHOB, JTH BONPOCH] TPEDOVIOT YravBJeHHOro He-
CNENOBAHHS.

Bripoasl. Hepinpan Ha 1o, 4TO 44CTOTA XPOMO-
COMHOH NaTON0MHU B pynne NAaUHeEHTOB C HaIK -
yeM Y3 W GHOXMMMUECKHMX MAPKEPOR IHAYM-
TeapHO HHXe, yem B rpynnax ¢ BI1P, namu Gouin
OTMEYEHBI HIMEHEHMWA B HCKOTODLIX XPOMOCOMaX
(retepomopduiv romonoros |, 9), KoTopwe
0DBIYHO PACHEHHBAKTCH KAK BAPHAHTHI HOPMBbI.
Tem He MeHee MOKHO NPEAnoIKHTh, 4TO HAa
MOpHOHANBHOM 3Tane pa3pHTHA OHH BHOCAT
onpeaeieHHsld BUial B GyHKUHOHUpOBAHME Te-
HOMA, 4TO MOXKET NPOARTATECH HANTHYHEM «MA-
KHX YILTPA3BYKOBbLIX MApKepoBs» XPOMOCOMHOM
MNaTtoJorii, KOTOphIE HE NMOATECPANAKTCH CTPVK=
TYPHBIMH AHOMATHAMH XPOMOCOM M HE NPHBOLAT
K pazsutiio BITE Bee 310 no3ponger HaM yMeHb-
WHTE KOTHYSCTRO HHBAIWBHBIX HCCNEI0BAHKE 3a
CUET WCKJIIOMEHWA W3 TPYINLI PHCKA MALHEHTOK
3538 ner Bea HANHYMA LONOAHMTENLHBLIX NOKA-
JAHHH @ Takke NaluMeHToK 10 35-neTHero Bo3-
PACTA C HATMMHEM CAMHWYHBIX Y3-MapKepos ro
BTOPOM TpUMecTpe OepeMeHHOCTH. Cynpysec-
KHM NapaM C OTHIMOLLIEHHBIM MEHETHYECKHM aHaM -
HE3OM, HMEIOLLIUM B KAPHOTHIE JKCTPEMANbHBLIE
BAPHAHTHI XPOMOCOM, NPH HATHYHH «MATKHX ¥V3-
MAPKEPOBe AHEYTUIOWIHHA ¥ TLI008, HE NOATBEPHK-
JNEHHBIX UHTOTEHETHYECKM, CIEIVET PEKOMEHIORATh
MPH NOCAEAYIOUIHY DEpeMenHOCTAX 0BCIeI0BANHE
cornacHo «TlakeTy akylepckoro CKpPUMHHHIas,
TAK KdK OHM BCerfd DyayT cocTapisTs rpynny
PHCKA NO pOALEHHIO OE8TEH ¢ XpOMOCOMHOH na-
TONOrHEH,

SUMMARY. As a result of leadthrough 288 invasive
manipulations with the use of cytogenetic and molecular-
cytogenetic methods we have found 16 different disorders
in the fetus karvotype of the expectant mothers of high risk
groups. For the most part the Down syndrome and the
Shereshevsky-Therner syndrome were detected among
aneuploidies. The maximal amount of anomalous kary-
otypes (28,6 %) was detected at the pregnants with congen-
ital malformations in the fetus. The proofs of the increased
frequencies of some chromosome homologue heteromor-
phisms were got in the group of patients where the so-
called +soft markerss of aneuploidies or their combination
with biochemical markers were used as supposition for the
invasive procedure. The echographic screening proved to
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be the most informative method among the different
approaches to the formation of the groups of the high
genetic risk.

PEIOME, B peavabrari npopeaeHHs 288 iHBA3HBHHX
MAHINYIALIH 3 BHKOPHCTAHHAM UMTOTEHETHYHHX Ta MO-
JEKYAHPHO-UHTOMGHETHYMHHX  METOLIB BHABACHO 16
PIZHOMAHITHHY NOPYIUEHE B KAPIOTHIN NAOOA ¥ BArTTHHX
KIHOK 3 MPYA BUCOKOID PHIMKY: HARYACTIIWE — CHHAPOM
Havua (6) Ta Wepewepcororo-Tepuepa (4). HaiGinbwa
KiMbKICTE aHOMANBHHX KapioTunie (28,6 %) Ovaa v
BATITHHX 3 BPOAKEHHMH BAIAMK POIBHTKY ¥ naoaa, Otpu-
MAHO QOKASH MIOBHILEHOT YACTOTH FETepoMopdisMy romo-
NOCIB AESKHY XPOMOCOM B IPYIEX NALEHTOK, 12 iHBEAIHRHA
npouesypa O¥1a NPoOREISHA 33 «M HKMMH ¥3-MapkepaMis
ameynnofiii abo B komnnekci 3 Gioxismivwamn, Cepen
PiZHUX NAXOLE 10 OPMYBAHHA TPYT BHCOKOID reHeTHY -
HOTO PHIMKY HARGINBN IHDOPMATHBHUM BHABKEBCH EX0-
rpadivHHil CEpHHIHL
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