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C nomouibio COBPEMEHHbIX LUTOr€HETUYECKUX U MOAEKYASIPHO-LIUTOT€HETUHECKUX METOAOB UCCAEAOBaAHUS XPOMOCOM HEAOBEKa
NnpoBeA€H aHaAn3 XPOMOCOMHbIX aHOMaAUi U BapuUaHTOB, a TakK)XX€ KAMHUKO-TEHEAAOrM4e€CKUX AaHHbIX Y MaTepeﬁ AeTen C
AYTUCTUYECKUMHU PaCCTPOﬁCTBaMM. bbirno oﬁHapy)KeHo, 4TO Yy TaKux MaTepeﬁ no cpaBHEHUIO C KOHTPO/\bHOﬁ rpynnoﬁ
HaOAl0OAQETCS NOBbIWEHHAs! YacToTa XPOMOCOMHbIX AaHOMaAu# (B OCHOBHOM MO3auU4Hble (‘JOprI C y4aCTuem XpomoCOMbl X) n
4acToTa XpOMOCOMHOro reTep0M0p¢)M3M3. I'Ipu aHaAu3e Koppe/\ﬂuuﬁ reéHo- n (beuomna ObIAO BbIIBAEHO YBE€AU4€HHUe 4acCToTbl
KOrHUTUBHbBIX Hapymemm U CMOHTAHHbIX aﬁOpTOB Yy MaTepeﬁ AeTel C aYyTU3MOM, UMEIOLLINX XPOMOCOMHDbIE aHOMAAUH, a TAKXKe
YBE€AU4€HHUEe 4acCTtoTbl yMCTBeHHOﬁ OTCTAAOCTH, CMEPTU B paHHEM BO3pacTe U HapymeHuﬁ pel'lpOAyKTMBHOﬁ q)yHKI.lMM B
POAOCAOBHbBIX Y 3TUX XKE€HIUUH. OﬁHapy)KeHa BbICOKasl 4aCTOTa NOPOKOB Pa3BUTUS B POAOCAOBHbBIX MaTepeﬁ C XpPOMOCOMHbBIMH
BapuaHTamu. CaenaH BbIBOA, YTO LUUTOr€HETUYECKUEe U MOAEKYASIPHO-LUUTOreHeTu4eCkne UCCA€AOBaHUSA MaTepeﬁ U AeTei C
AYTU3MOM AOAXHbBI pacCMaTpuBaTbCd Kak 00s13aTeAbHble AASl BbISIBA€HUSI BO3MOXKHbIX FeHeTUYeCKUX NMPUYUH ayTU3Ma U AAS
réHeTU4eCKOro KOHCyAbTUPOBaHUSA cemei, B KOTOPbIX UMEIOTCS A€TU C AYTUCTUHECKUMU paCCTpOVICTBaMM.

KatoueBbie croBa: ayTn3M, reHeTnkKa aytmima, XPOMOCOMHbIE aHOMAaANN, XPOMOCOMHbIE BAPHUAHTHI.

Using modern cytogenetic and molecular cytogenetic techniques towards the study of human chromosomes, an analysis of
chromosomal abnormalities/chromosomal variations as well as clinical and genealogical data in mothers of children with
autism has been performed. It has been shown that mothers of autistic children exhibit an increased incidence of chromosomal
abnormalities (mainly mosaic forms involving chromosome X) and an increased occurrence of chromosomal variations compared
to controls. The analysis of genotype-phenotype correlations revealed the increase in the frequency of cognitive disturbances
and spontaneous abortions in mothers of children with autism as well as the higher frequency of mental retardation, early death
and reproductive problems in the pedigrees. The high frequency of congenital malformations in the pedigrees of mothers with
chromosomal variations was observed as well. Taking into account the data obtained, we have concluded that cytogenetic and
molecular cytogenetic studies of mothers of children with autism are obligatory for detection of possible genetic causes of
autism and genetic counseling of families with children affected with autistic disorders.

Key words: autism, genetics of autism, chromosomal abnormalities, chromosomal variations.

AyTHU3M SIBJISIETCSI KIIMHUYECKH TeTEPOTeHHBIM W OTHUM
13 HanboJjiee PacIpOCTPAHEHHBIX HETCKUX MCUXWISCKUX 3a-
GoJieBaHUIA. 3a TTOC/IEIHUE IECATUIICTHSI OTMEYaeTCsT POCT Ya-
CTOTHI BBISIBJIEHUST 3TOTO 3aboieBaHus. Tak, B 1986 r. cym-
MapHas yactora aytusma coctasisiia 1:5000, B 2000 r. — 1:250
[1, 4, 14, 20, 32]. B cBsI3u ¢ 3TUM B MOCJEIHEE NECITUIIETHE
9TO 3a00JieBaHUE CTaI0 OOBEKTOM MOBBIIIEHHOTO BHUMAaHMUS
TICUXMATPOB, TCHETUKOB U TIEIMATPOB. AYTH3M, WJIN ayTUCTH-
YyecKMe paccTpoiicTBa, — Ipyrria 3a00jieBaHuUA, 1JIsT KOTOPBIX
XapaKTepHBI HAPYIIEHUsI B BUIIE 3HAYUTEIbHBIX 3aTPYIHEHMI
B COIIMAJIbHBIX B3aUMOIEHCTBUSX 1 KOMMYHUKAIIUU, OTPaHM-
YEeHHOCTb U CTePEOTUITHOCTD TIOBEICHUSI, MHTEPECOB U JCii-

ctBuil. Kputepuu nMarHoCTUKY ayTUCTUYECKUX PACCTPOUCTB
onucaHbl B DSM-IV u MKB-10. Kak npaBuiio, aytuctuye-
CKH€ pacCTpONCTBA MPUHSITO pacCMaTpUBaTh Kak 0000111ai0-
LM TEPMUH, BKJIIOYAIOIIUI KJIaCCUUYECKYI0 (DOpMy ayTU3Ma,
cuHapoM Acneprepa, HeauddepeHImpoBaHHbIe (HOPMBI ay-
TU3Ma U HEPBHO-TICUXUYECKON perpeccuu, a Takxke CUHIPOM
Perra [1, 32, 33]. Mexny aTumMu (popMaMu CyIIECTBYIOT 3Ha-
YUTEJIbHbIE OTJINYUS B CTETIEHU TSKECTU CUMIITOMOB U OCO-
OEHHOCTSX Pa3BUTHUS JTUHTBUCTUYECKUX HABBIKOB, KOTHUTUB-
HOTO 1 COIIMAJIbHOTO MOBENEHUSI Ha PAHHUX CTAJAUSIX Pa3BU-
Ttus. Tak, HampuMep, y JeTeil ¢ «KJIaCCUYEeCKUM» ayTU3MOM
OTMEYaIOTCsl HE3HAYUTEJIbHbIE OTKJIOHEHUSI Pa3BUTUSI B BO3-
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pacte 00 3 JieT; npu cuHIpoMe Acrieprepa — 3HaYUTEIbHbIE
HapyIIeHUs COLIMATIbHOTO B3aUMOICICTBHUS, OTPAHUYEHHOCTh
U CTEPEOTUITHOCTb MOBEIECHMS, UHTEPECOB U AESATEIbHOCTH C
OYEBUIHO HOPMAJbHBIM JIMHTBUCTUYECKUM W KOTHUTHBHBIM
pa3ButHeM B 1niepuon 1o 3 aet. dna cunapoma Perra xapak-
TEPHBI TPU3HAKY TSIKEIOM HACIeACTBEHHOM 3HIIe(haonaTuu,
MPUBOSAIIEH K ITyOOKOM MHBAJIMAHOCTH YK€ B MIEPBbIC OB
xu3Hu. I[Ipu cunapome Perra, 00yca0BIEHHOM MyTaLIUSIMU
reHa-perynastopa MECP2, xomupyroomero wmetuin-CpG-
cBa3biBaronuii 6enok 2 (MeCP2), BBISBISIIOTCS TaKKe XpoO-
MOCOMHBIE aHOMaJIMU U HapyiieHus. K mocieaHuM OTHOCUT-
Csl OCOOBI TUIT TTO3IHO PETIMIUAPYIOLIEHCS XPOMOCOMBI X,
Tak Ha3bIBaeMblii TUIT C, BBISIBJISIEMbI TOJBKO MPU CUHAPOME
Perrta u vcnonb3yeMblil Kak AMarHOCTUYECKUI TECT B MOKJIH-
HUYECKHI TTepuo pa3BuTus 3aboneBanus [2, 11, 13, 36, 37].
[Mpuyem, reHHbIC MyTallMK IIPU 3TOM CUHIPOME OOHapyK1Ba-
1orcst y 82% nmereit B poccuiickoit koropte [13], a tun C — y
95% [2, 4, 37].

AyTr3M ObLT BIIEPBBIE BbIIEICH aMEpPUKAHCKUM BpayoM
JI. KannepowM [30]. OH onucan aeteii ¢ 3aaepKKoi ncuxope-
YEeBOTO pa3BUTHUS, 3aMETHOM COLMAIBbHOU W30JMPOBAHHO-
CTbIO, HEOOBSICHUMBIMU C YIYETOM YPOBHS Pa3BUTHUSI 3TUX JC-
Teil, 1 Ha3BajJ 3TOT CUHIPOM «MH(MAHTUILHBIM ayTH3MOM»,
YaCTUYHO OCHOBBIBAsSICh HAa KpUTepusx mn3odpenuu [18], roe
TakKe OMUCHIBACTCS yTpaTa COlMaIbHBIX MHTepecoB. B To ke
BpeMs aBCTpUIICKUIT ricuxuaTp Acrieprep [16] ommcai momo6-
HBIX MALUEHTOB C <«ayTUCTUYECKOW IICUXONATUEH» U HOP-
MaJIbHBIMM MHTEJUIEKTYaIbHBIMU CIIOCOOHOCTAMU. OH OTMe-
TUJI TaKXKe, YTO OTLIBI STUX MMAIIMEHTOB Ka3aJI1Ch OTCTPaHCH-
HBIMM ¥ COLIMAJIbHO M30JMpoBaHHbIMU. O0a McciemxoBares
HE3aBUCHUMO JPYr OT JApyra MNpearojoXWIU TFeHETUYECKYIO
npupony 3aboneBanus. Hamu ObL10 11okaszaso [5, 38] yBenu-
YEeHHUE YaCTOThl XPOMOCOMHBIX BapMaHTOB (MJIM XpPOMOCOM-
HBII TeTepoMopdu3M) y MaTepeld neTeil ¢ uanonaTu4ecKon
dopmoii ayru3ma. B HacTosiee BpeMsl HAacJIeACTBEHHbIN Xa-
paKkTep ayTUCTUIECKUX PACCTPOMCTB HE BHI3BIBACT COMHEHMUSI.
Cpenu reHeTnueckux (akTopoB, OINpPEACISIONIMX ITaToreHe3
ayTh3Ma, OTMEYaroT MyTallMK B TeHaX XPOMOCOMBI X, psiI He-
crenu@uIecKuXx XpOMOCOMHBIX aHOMAJui, BBIIEJSS TIpU
3TOM XPOMOCOMBI 7 U 15, TTOBBILIEHHYIO YaCTOTY Bapra0eib-
HOCTHU TETEPOXPOMATUHOBBIX paifoHOB XxpoMocoM [4, 6, 11, 15,
19, 27]. B ies1oM XpOMOCOMHbBIE aHOMAJIMU YAAETCSI BHISIBUTD B
10—14% cnyyaeB aytu3ma, a rerepoMopdusM XpOMOCOM
(xpoMocoMHBIe BapuaHThl) — B 60% [5, 6, 19, 25, 27, 38]. On-
HaKoO B OOJIBIIIMHCTBE ONMMCAHHBIX CIy4aeB SMUAEMUOJIOTUYE-
CKHe TaHHbIE MO XPOMOCOMHBIM aHOMAJIUSIM M BapuaHTaM
MpU ayTU3Me OTCYTCTBYIOT. MHOrumMu aBTopamu [5, 19, 38]
00CyXIaeTcsl BOIPOC 0 3HAYMMOCTH XPOMOCOMHBIX aHOMaJIU i
W HapyIlIeHU B ratoreHese aytusma. C yaeToM TOTo, 4YTO Xpo-
MOCOMHbIE BapMaHThI BBISIBISIIOTCSI B 60% citydaeB, a XpoMO-
COMHbBIE aHOMAJIMU WIM TEePeCcTpOkn — y 5—14% neteit ¢
ayTU3MOM M OTMCAHBI IS MHOTUX XPOMOCOM, CIleLIMaJIbHbIC
HCCIIeIOBaHYSI ObUTM MTPOBEIEHBI C 1IeJIbIO BBISIBJIEHHSI TEHOB-
KaHIUOATOB ayTU3Ma IyTeM JIeTaIbHOTO aHaJIn3a TeHHOTO CO-
cTaBa paiiOHOB C XpPOMOCOMHBIMHU HapyiieHusimMu [19, 20].
HawnbGonee yacto (mpumMepHo B 1% ciaydaeB) XpOMOCOMHBIE
MepeCcTPOKY 3aTparuBaloT yyacTtok 15q11-13. B GonblimH-
CTBE CIyJyaeB 3TO MYIUIMKAIIUMS MATepPUHCKOTO MPOMCXOXIE-
HUS WIM JOMOJHUTEIbHAs XpOMOCOMa C MHBEPTUPOBAHHOM
nymmkanueit [31, 34]. ®enotun npyu TaHHOK IYIIMKALIMA
WJIM UHBEPCUM XapaKTEePU3YeTCsl YACTBIMM ITPUCTYIIAMU DI -
JIETICUU B JETCTBE, MBIIIICUHOM TUMIOTOHME U HApYIICHUSIMU
MOTOPHOM KOOPAMHALIMU B COYETAHUM C YMCTBEHHOM OTCTa-
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TEHETUKA AETCKOIO AYTH3MA

JIOCTBIO (OT YMEPEHHOI IO TSKEJION CTENEeHM) U 3alepKKOit
TMICUXOPEUYEBOT0O PA3BUTUSI UM OTCYTCTBUEM peur. Cpeau mo-
MOJHUTEIbHBIX HapyIIEHUI MOBEIECHUS YaCTO OTMEYAIOT BbI-
COKYIO TUIePaKTUBHOCTS [ 34].

WM3BecTHO, 4TO AeNel OTLIOBCKOM MJIM MaTepPUHCKOMN
XpoMocoMmblI 15 B yuactke ql1-13 cBsizaHbI ¢ cCMHIpOMaMu AH-
renpmaHa, [Ipamepa—Bwiiu 1 reHOMHBIM MMITIPUHTHUHIOM.
ITockoabky aeneuuu ydactka 15q11-13 MaTepMHCKOro mpo-
MCXOXIEHUS MMPU CUHAPOMe AHTeJIbMaHa KJIIMHUYEeCKU OoJiee
MOXOXHU Ha ayTUCTUYECKUE PACCTPOMCTBA, 3TO IO3BOJIUIIO
MPEIOJIOXUTh BOBMOXHOE YJacTHE TeHOB YHACIeIOBAHHOTO
oT MatepH yyacTtka 15q11-13 B BO3BHMKHOBeHUU ayTu3Ma. Pac-
CMaTpUBAJIUCh TAKXKe nejielinu B yyactkax 2q37, 7q31 u 22ql1
Ha X BO3MOXHYIO MPUYACTHOCTh K BO3HUKHOBEHUIO ayTH3-
Ma. Pe3ynbTaThl MCClIeHOBAaHMIA 10 CLETIICHUIO aeieuii 2q37,
COITPOBOXAAIONIMXCS aHOMAaIUSIMU pPa3BUTHSI, TUIOTOHUEH,
3a00JIeBaHUSIMU TI0YEK, OpaXUIaKTUIUE U ayTU3MOM, CKO-
pee yKa3bIBaloT Ha BO3MOXHOE CIEIJICHUE ¢ yJyacTKaMu 2(-
1-q33 [17, 20, 23, 34, 40]. I1pu genenusix XpOMOCOMBI 7 He
00HapYKeHbI TeHbI-KaHIUIAThI, CBSI3aHHBIE ¢ ayTU3MoM. [1pu
MUKPOAEJEIIMOHHBIX CHHIPOMAX, aCCOIIMUPOBAHHBIX C yYacT-
KoM 22q11.2 (BenokaparodanuaabHblli CUHAPOM U CUHIPOM
Iu JIXKOpIKK), OIMCAHBI MpU3Haky aytusma [22]. C opyroi
CTOPOHBI, B ucclienoBaHuu 6osee 100 rmaiyeHToB ¢ Kiaccuue-
CKMM ayTM3MOM HU B OJHOM CJIydae He BBISIBJICHA JeJCLMS
22q11.2. B HacTos11iee BpeMsI B OTAEJIbHBIX MYOJIMKALIUSAX YKa-
3bIBAETCS, YTO MPUYMHON ayTM3Ma MOXET OBbITh HeJels] B
yuactke 22q13.3. KpoMme Ha3BaHHBIX BBIIIE XPOMOCOM, KCCJIe-
JIOBaJIM aHOMAaJIMU XpoMocoM 6, 17, X 1 UX CBSI3b C ayTU3MOM.
ITpu uccrenoBaHUM TeHOB-KAHAUAATOB, MPEAMOIOXUTEILHO
CBSI3aHHBIX C TTEPEUYMCIEHHBIMIA XpOMOCOMaMU, He TTOJIy4eHO
OIIHO3HAYHBIX pe3ynbraToB [19, 20, 27, 29, 40, 41]. Beicokas
YacToTa ayTM3Ma Cpelu IeTCKOTO HACEeJIeHUS U TsKeslash KiTu-
HUYecKasl KapTHHa MpU MHOTUX (hopMax ayTu3Ma 3acTaBlIsIeT
YUYEHBIX BBISIBJISATh U M3y4YaThb LIUTOTCHETUYECKUE, TeHEeTHYe-
CKME M HelpOoOUOJIOTMYECKHEe MapKephl 3TOr0 3a00JIeBaHUS
Kak y zmereil, Tak u ponuteieil. [loka3aHa BbIcOKasi 4acToTa
BaprabeIbHOCTU TeTePOXPOMATUHOBBIX PAiOHOB OTHEIBHBIX
XpOMOCOM y JI€Te ¢ ayTUCTUYECKMMH pPaCcCTPOUCTBAMM
(59,4%) n ux poouteneii (61,1%) [6]. [IpuueM y MaTepeii Xpo-
MOCOMHBIE€ BapuMaHThI BCTpeYaroTCsl HaMHoro vaiie (B 2—2,5
paza), uem y otuoB. Kpome Toro, mokasaHo, 4To y maTepei
4acTo HAOJIOIAIOT XPOMOCOMHbBIE aHOMAJIUU, KOTOPBIE MOTYT
OBITH CBSI3aHBI C ayTUCTUYECKUMU PACCTPOMCTBAMU Y MX IETEM
[38]. Cnenyer 3aMeTUTb, UTO aHAJIM3 XPOMOCOMHBIX aHOMa-
JIUiI 1 BaprabeTbHOCTH OKOJIOLIEHTPOMEPHBIX YYaCTKOB OT-
JIEJIbHBIX XPOMOCOM Yy MaTepeii AeTei ¢ ayTU3MOM 10 HACTOSI-
11IeTO BPEMEHM He TTPOBOIUIICS.

Llenp paboThl — MAECHTU(PUKALIAS BO3MOXHBIX accolia-
LU XPOMOCOMHBIX aHOMAaJIMi, XPOMOCOMHBIX BAPUAHTOB U
KJIMHUKO-TeHEAIOTMYECKMX TaHHBIX Y MaTepeil ¢ ayTucThye-
CKHMMM PacCCTPOUCTBAMU 1 ayTU3MOM Y UX IETE C IIOMOLIbIO
COBPEMEHHBIX  ITUTOTCHETUYECKUX U MOJEKYJISIpHO-
LIUTOTEHETUIECKUX METOIOB MCCIIETOBAaHUSI XPOMOCOM YeJIO-
BeKa.

MaTepua/\ N METOAbI

OO6cnenoBaly perpe3eHTaTUBHYIO IpyIny U3 96 MaTepeit
JeTeil ¢ ayTu3MoM. Y JeTeil 3TUX MaTepeil, KpoMe ayTu3Ma,
HabJI00aJIM YMCTBEHHYIO OTCTAJIOCTh PA3JIMYHOM CTEIEeHU TSI-
JKECTU, 3aJepKKy ICHUXOMOTOPHOTO /UM TCUXOPEYEBOTO
paszButus (3[IMP u/unu 3ITPP). BospacT obpainieHust Mate-
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peit B TeHETUYECKYIO KOHCYIBTAIlMI0 BapbrpoBal oT 24 1o 60
neT (B cpenHem 33,5 roga). CpenHuii BO3pacT B IEPUOI POX-
IeHUs1 pebeHKa ¢ ayTu3MoM coctaBui 27,4 rona (ot 17 mo 45
JeT). B paboTe aHAIM3MPOBAIM TOJBKO KJIETKU MaTepeit neTeit
C HEU3BECTHON TeHETUYECKOH MpPUUYMHON 3abojeBaHUs,
BKJIIOYasi CUHAPOM Acmeprepa. Marepu aeTeil ¢ M3BECTHOM
TeHEeTUYEeCKOM MPUYMHOI IpU 1MarHo3e cuHapoma PeTra, ym-
CTBEHHOI OTCTAJIOCTU, CLETIJIEHHOM ¢ IOMKOI XpoMocoMoit X
(cunompom FRAXA), TyOepo3Horo ckiepo3a, CHUHIPOMOB
Jlemmu—Onuria, Cotoca, BunbsiMca, AHrebMaHa M IpYrUxX
M3BECTHBIX MOHOTEHHBIX CHMHIPOMOB HE OBUIM BKJIIOYCHBI B
NAaHHOE UCCIeIOBaHNUE.

KoHTposibHYt0 TpyIITy cocTaBWIN 59 XEHIIMH, HE UMEB-
WX OeTEe ¢ ayTUCTUYECKHMMM PpacCTPOMCTBAMM, B BO3pacTe
oT 24 1o 48 net (B cpenHeM 33,2 rona).

JInarHo3 ayTu3ma ObLT yCTAaHOBJIEH Y BCEX IETeil HA OCHO-
Baunuu kpurepueB DSM-IV [21]. C uenblo uccienoBaHUs
KOPPEJSLMI MEeXIy TeHOTUIIOM U (DeHOTUMUYECKUMU TIPU-
3HAKaMMU [IPOBeIeH aHaau3 96 pOIOCIOBHBIX MaTepeil IeTel ¢
ayTU3MOM, CBEICHUI O COCTOSHUM 3M0poBbs 1991 ux pom-
CTBEHHHUKA.

LuToreHeTnyecKre M MOJEKYISIPHO-IIUTOTEHETUIECKUE
KCCIICAOBAaHUS TTPOBOIMIM COTJIACHO paHee OMMCAHHBIM Me-
tomam [3, 4, 10, 24, 36, 39]. [Ipenapatsl MeTaca3HbIX XPOMO-
COM moJiydyaau u3 JUMGOLUTOB NepudepudeckKoil KpOBHU,
KYJbTUBUPYEMBIX in Vitro TIO CTAaHAAPTHOMY TpoTokoiy. Lu-
TOT€HETUYECKUI aHaIU3 MPOBOAWIM HAa XPOMOCOMHBIX Ipe-
maparax IOl CBETOBBIM MHUKPOCKOIIOM IIpU YBEJIMYEHUU
X 1125. B kaxmoM citydae aHaJIM3upoBaan He MeHee 20 KJIeTOK
¢ mpuMeHeHueM qudepeHINaTbLHOIO OKpaIlIMBaHUS XPOMO-
coM 1o muHe (G- u o6s3aTenbHo C-meronsl) [4]. [Tomumo
XPOMOCOMHBIX aHOMAJIUii, B KapUOTHUIIE YUMTHIBAIM Bapua-
OEIbHOCTh TeTePOXPOMATUHOBBIX PalOHOB OTHEJIBHBIX XPO-
MOCOM — TaK Ha3bIBaeMbl€ «XPOMOCOMHBIE BApUAHTBI», IIPO-
SIBJITIONIMECS YBEIMUEHUEM WM YMEHBIIEHHEM OKOJIOIICH-
TPOMEPHOTO TETEPOXPOMATUHOBOTO paiifoHa OTHOTO M3 TOMO-
JIOTOB, a TaKXXe MHBEPCUU ITUX PailOHOB (XpPOMOCOMHBII Te-
Tepomopdu3sM). O1IeHKY XPOMOCOMHBIX BApMAHTOB ITPOBOIY -
JA 10 TIpUHATBIM MetomaM [6]. Ilpm MosekyssipHO-
LIUTOTEHETUYECKOM MCCICIOBAaHUU TMPUMEHSUIM  (dItoopec-
LHeHTHylo rudpunusanuo in situ (FISH) u opuruHaibHbIC
JAHK-npo0sl, crienuduiyeckn MapKupylolye BapruadeaIbHbie
y4acTKU reTepoxpomMaTrHa xpomocoM 1, 9 u 16 [10, 24, 35,
42]. deTekuuio GpIoopeCcleHTHBIX CUTHAIOB IMPOBOIMIIN C UC-
MoJIb30BaHKEM (DJIIOOPECIIEHTHOTO MUKPOCKOMa, 000pyHo-
BaHHOTO COOTBETCTBYIOIIIMM HAOOPOM (DMIIBTPOB U CUCTEMOM
KOMITBIOTEPHOTO aHa/n3a u3oopaxeHusi. [1pu KoinyecTBeH-
HOI OlLIEHKe TMOPUAM3AIIMOHHBIX CUTHAJIOB U CpaBHEHUU
XPOMOCOMHBIX BapMAaHTOB y MaTepei NeTeil ¢ ayTU3MOM U B
KOHTPOJIbHOM TPYIITe MCIOJb30BAIM OPUTMHATBHBIN ITPOTO-
KoJ ObicTpoii konnuecTBeHHOM FISH [24, 42, 43].

IIpu craTucTUyeckoil oOpabOTKe MAHHBIX MPUMEHSIIN
CTaHOAPTHBIC I MEIUKO-OMOJIOTMYECKUX HCCIeNOBaHUM
kputepuu (x? [lupcona u t-kputepuit CTbioaeHTA).

Pe3yAbTarbl M 00CYy)KA€HHE

Ilocne mpoBeneHHBIX IIUTOTEHETUYECKUX U MOJIEKYJISIp-
HO-IIMTOTeHETUYECKUX MccaenoBanuii y 16 (17,8%) matepeii
JIeTeil ¢ ayTM3MOM OOHApyXXeHbl XPOMOCOMHbBIE AaHOMAJIUH,
KOTOpbIE MpeACTaBIeHbI B Ta0. 1.

Kaxk BugHo u3 1abj. 1, y 15 Marepeit oOHapy>kKeHbl MO3a-
MYHbIe DOPMBI CUHIPOMOB, CBSI3aHHBIX C aHOMAJIUSIMU T10J10-

56

BBIX XPOMOCOM, BKJIO4as cuHapombl IlleperreBckoro—
TepHepa, TPUCOMMU XPOMOCOMBI X, a TaKXKe€ JOIOJTHUTEIb-
HbIe MapKePHbIE XPOMOCOMBI, ITPOMCXOXICHUE KOTOPBIX ObI-
JI0 TakXKe oT XpomocoMbl X. Kpome Toro, y ogqHoi U3 Matepeit
ObLTa TyTUTMKALIMSI XpOMOCOMBI 21 B yyacTke 21 BO BceX KJIeT-
Kax (cM. Tabi. 1, Ne3), ere y omHOM — MOHOCOMUSI XpPOMOCO-
MBI 18 B OTHOM M3 TISITM MO3aUYHBIX KJIOHOB (CM. Tabmd. 1,
Ne13). AHOManbHBIC KJIOHBI TIPUCYTCTBOBAIU B HEOOJBIIOM
yucie KIeToK — oT 4 10 25%. B ogHOM citydae XpOMOCOMHOI
aHoMmanuu (cM. Tabi. 1, Ne4) kak y mMaTepu, Tak U y peObeHKa
BBISIBJICHA ¥ XDPOMOCOMHAsI HECTaOMIbHOCTD, KOTOpPasi IIPOSIB-
JISUIACH B BUE JOMOTHUTEIbHBIX HECTIELIM(DUUSCKHUX TPAHCIIO-
Kaluii 1 MUKPOAeIeuil pa3InyHbIX XxpoMocoM. CiieayeT oT-
METHUTh, YTO B ITOJIOBUHE U3 16 Clly4aeB XpOMOCOMHBIX aHOMa-~
JIMii OOHApyXXeHbl U XPOMOCOMHbBIC BapHaHTHI (CM. Tabi. 1,
Ne2, 8,9, 10, 13, 14,15, 16; puc. 1), u B 3 caydassx XpOMOCOM-
Hble aHOMAJWMKM y Marepeid M OeTeid ObLIM MAEHTUYHBI
(cm. Tabm. 1, Ne7, 13, 16). MUoenTnuHas y MaTepu 1 peOeHKa
HeCTaOMIbHOCTh XPOMOCOM B BUIE HeCIeLIM(MUIECKUX MOHO-
COMMIA, TpaHCIOKALMA M MUKpOAEIelnil Habaomanach B 2
CJIy4asix, OIMH U3 KOTOPBIX ObLI ¢ HOPMAJIbHBIM KAPUOTHUIIOM.
H3MeHeHMsT pa3MepOB IeTePOXPOMATUHOBBIX OKOJIOLIEHTPO-
MEPHBIX PAOHOB XPOMOCOM (3KCTpeMajbHOE YBeIUYeHHE
WM YMEHbBIIEHNE, a TakKKe MX WHBEPCHM) BBISIBICHBI y 62
(64,6%) matepeii (BKIto4asi 8§ MaTepeil ¢ aHOMAIMSIMU XPOMO-
coM). CoueTaHHbIe BapuaHThl BCTpeyaauch B 22 ciydasx,
MaKCUMaJIbHOE YMCJIO BapMaHTOB Yy MHOUBUAyyMa OBLIO 5.
Yucno BapMaHTOB Ha MHIMBMIyyMa COOTBETCTBOBajo 1,58.
Yuic10 ¥ TUITBI BADUAHTOB 10 MHAMBUAYAIbHBIM XpPOMOCOMaM
W TpyIInaM IpeacTaBIeHbI B Ta0I. 2.

Kaxk BuaHO 13 Tab1. 2 1 puc. 2, ¢ HaubOJIbIIE YaCTOTOM
BapUaHTBI BCTpeYaIuch 1mo xpomocome 9 (17%, yuuteiBast co-
yeTaHHbIE BapuaHThl — 37,8%) u 1o xpoMocome 1 (12%, yan-
ThIBasi COYeTAaHHBIC BapuaHThl — 25,5%). B coueTaHHOM BuIe
XpPOMOCOMHBIE BApUAaHTHI BCTpEYaInCh B 35% ciaydaeB. B KoH-
TPOJILHOU TpyIlie XpOMOCOMHBIX aHOMAaJIMi OOHApPYKEHO He
OBLII0, XPOMOCOMHBIEC BapuaHThI B BuIe 1gh+ 1 9gh+ BcTpeya-
nuch B 3 (5,1%) u3z 59 ciyvae. OG611ast 4aCTOTa XPOMOCOMHBIX

8%

57%

Puc. 1. Hactota XxpOMOCOMHbBIX aHOMaAWiA, BApUAHTOB M UX COYeTa-
HUS Yy maTepei AeTel C ayTU3MOM.

I — KapuOTHIT C XPOMOCOMHBIMHM AaHOMATUSIMU 6€3 XPOMOCOMHBIX BAPUAHTOB;
II — kapuoOTHUI C XPOMOCOMHBIMM aHOMAJIMSAMU M BapuaHTaMu; 111 — kapuotun
C XpPOMOCOMHBIMU BapuaHTaMu; [V — HOpMalibHBIif KapuoTHII (6€3 XpOMOCOM-
HBIX aHOMAJIHii U BADUAHTOB).
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Tabanua 1. Pe3yAbTaTbl LMTOrEHETUHECKUX U MOAEKYASIPHO-LIMTOT@HETUYeCKUX MCCACAOBAHMI MaTepeii AeTeil C ayTU3MOmM

Ne Bospact* IToka3zaHust K MccaeI0BaHUIO Kapuorun
Mamepu demeii ¢ XpOMOCOMHbIMU AHOMAAUAMU U 8APUAHMAMU XPOMOCOM
1 32 roma MaThb peOeHKa C ayTU3MOM 47 XXX/46,XX
(25%)
2 47 ner MaTb pebeHKa ¢ paHHel popMoii ayTu3ma 45,X,1gh-,9phgh,16gh-/46,XX,1gh-,9phgh,16qh-
(35%)
3 29 et MaTh pebeHKa ¢ paHHeit dopMoitl ayTuzma 46,XX,dup(21)(q21qg21)
1%
4 27 net MaTb peOeHKa ¢ 3aepXKKOii peun 10 4 JIeT, ayTU3MOM U CO- 45,X/46,XX
(23%) XPaHHBIM MHTEJJIEKTOM; ¥ MaTepu — OUCHYHKIMS SMYHUKOB oOHapykeHa XpOMOCOMHasi HeCTaOUJIbHOCTh
5 32 roma Matb pebeHKa ¢ paHHei popMoii ayTuzma 45,X/47,XX,+mar(der(X)/46,XX
(28%)
6 42 rona MaTb peOeHKa C ayTU3MOM U YMCTBEHHOM OTCTAIOCThIO 47,XXX/45,X/46,XX
(26%)
7 35 ner marb pedbeHka ¢ 3TIPP** u ayrusmom 45,X/46, XX
(31%)
8 31 ron MaTb peOeHKa C ayTU3MOM 45,X,9phgh/
(22%) 47,XXX,9phqh/46,XX,9phgh
9 32 roma Matb pebeHKa ¢ ayTU3MOM 45,X,9ph/47,XXX,9ph/48,XXXX,9ph/46,XX,9ph
(28%)
10 29 net MaTb pebeHKa ¢ paHHeit HopMoii ayTu3ma; 45,X,1phgh/46,XX,1phgh
(25%) y MaTepu — BBICOKMIA pOCT, MUKpoLedanusi, MaJeHbKast
HUXHSISI YeJTIOCTh
11 35 ner MaTb pebeHKa ¢ paHHel hopMoii ayTuzmMa 47 XXX /46,XX
27%)
12 33 roma MaTh peOeHKa ¢ ayTU3MOM 45,X/46,XX
(29%)
13 35 ner MaTb pebeHKa ¢ paHHel hopMoii ayThuzmMa 45,X,22pstk+/47,XX,+18,22pstk+/
(29%) 47,XXX,22pstk+/45,XX,-18,
22pstk+/46,XX,22pstk+
14 27 ner matb pedeHka ¢ 3[1PP u aytuzmom 45,X,1phgh/46,XX,1phgh
(22%)
15 29 net MaTh pebeHKa ¢ aTUITUYHON (hopMoit ayTr3ma 45,X,21pss/46,XX,21pss
(25%)
16 37 ner Matb pebeHka ¢ 3[1PP u aytusmom 45,X,9qh-/47,XXX,9qh-/46,XX,9gh-
(33%)
Mamepu demeii c 6apuanmamu xpomocom, 6e3 XpoMOCOMHbIX AHOMANUL
17 30 et MaTh pebeHKa ¢ ayTu3MoM 1 MAP*** 46,XX,1gh-
(28%)
18 27 net matb pedbeHka ¢ 3[1PP u aytuzmom 46,XX,1phgh
21
19 27 net Math peberka ¢ 3[1PP u panHHUM ayTusmom 46,XX,1phgh
(23%)
20 38 ner matb pedeHka ¢ 3[TPP u aytuzmom 46,XX,1phgh
(29%)
21 34 rona Matb peberka ¢ 3[1PP u aytuzmom 46,XX,1phgh
(29%)
22 27 net MaTh pebeHKa ¢ paHHeit (hopMoii ayTu3ma 46,XX,1phgh
(22%)
23 34 rona MaTb peOeHKa C YMCTBEHHOM OTCTAJIOCThIO U ayTUCTUYECKU - 46,XX, 1phgh
(27%) MM YepTamMu
24 33 rona Matb pebeHka ¢ aytuzmom, 3[1PP, MAP 46,XX,1phgh
27%)
25 29 net MaTb pebeHKa ¢ ayTU3MOM 46,XX,1phgh
(22%)
26 30 et Matb peOeHKa C ayTU3BMOM 46,XX,9gh+
(22%)
27 40 net MaTb peOeHKa C ayTU3MOM 46,XX,9ph
(35%)

XKYPHAA HEBPOAOT M U TICXUATPKMN, 6, 2009
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Tabauya 1 (npodoaicenue)

No Bospact* IToka3zaHusi K UCCIeI0BaHUIO Kapuorun
28 30 et MaThb peOeHKa C ayTU3MOM 46,XX,9gh-
(25%)
29 47 net MaTh pebeHKa ¢ CHHAPOMOM Acreprepa 46,XX,9qh-
(23%)
30 31 ron MaTb peOeHKa ¢ ayTU3MOM 46,XX,9phgh
(27%)
31 37 ner MaTb peOeHKa C ayTU3MOM 46,XX,9phgh
(30%)
32 35 et MaThb pebeHKa ¢ CHHAPOMOM Acrieprepa 1 aHOMaJIusIMU KH- 46,XX,9gh-
(27%) creit
33 32 ronma MaTh pedeHka ¢ 3[TP**** i1 aytuzmom 46,XX,9gh+
(25%)
34 30 et Math pedberka ¢ 3[1P u ayruzmom 46,XX,9phgh
(27%)
35 30 et MaTb pedeHka ¢ 3[1P u aytuzmom 46,XX,9phghgh+
(26%)
36 31 ron MaTh pedeHka ¢ 3[1P u aytuzmom 46,XX,9phgh
(26)
37 26 et MaTh pebeHKa ¢ paHHel (hopMoii ayTh3Ma 46,XX,9phgh
(23%)
38 27 net MaTb peOeHKa C ayTU3MOM U MIOPOKOM FOJIOBHOTO MO3ra 46,XX,9gh+
(22%)
39 43 rona MaTb peOeHKa C ayTU3MOM M YMCTBEHHOM OTCTaJIOCThIO 46,XX,9phgh
(36%)
40 40 net MaTh pederka ¢ 3[TPP u aytusmom 46,XX,16qgh-
(34%)
41 41 ron MaTh pedenka ¢ 3[1PP u ayrusmom 46,XX,16gh-
(33%)
42 28 et Matb pedeHka ¢ 3TTPP u aytusmom 46,XX,16gh-
(25%)
43 24 roma MaTh peOeHKa ¢ ayTu3moM 1 MAP 46,XX,16qgh-
(21
44 35 et MaTb peOeHKa C ayTU3MOM 46,XX,13pstk+
(30%)
45 32 rona Matb pedbeHka ¢ 3[TPP u aytuzmom 46,XX,13pstk+
(26%)
46 40 et MaTh peOeHKa C ayTU3MOM 46,XX,15cenh+
(38%)
47 25 net MaTh pebeHKa ¢ paHHel (hopMoii ayTu3mMa 46,XX,15phgh
(21%)
48 25 ner MaTb peOeHKa C aHOMaJIMSIMU TTOBEIEHUST 46,XX,20ph+
(19%)
49 26 net MaTh peOeHKa ¢ ayTU3MOM 46,XX,21ps+
(17%)
50 35 ner MaTb peOeHKa C YMCTBEHHOI OTCTAJIOCThIO U ayTU3MOM 46,XX,1phgh,9phgh
(32%)
51 24 rona MaTb peOeHKa C ayTU3MOM 46,XX,1phgh,9phgh,16gh-
(20%)
52 48 ner MaTh pedenka ¢ 3[TPP u aytusmom 46,XX,1phgh,9phgh,9phgh
(45%)
53 38 ner MaTb pebeHKa ¢ paHHeii hopMoii ayTusma 46,XX,1phghgh-,9gh-,21pstk+
(33
54 35 ner MaTb peOeHKa C ayTU3MOM 46,XX,1gh-,9gh-,15pss,16gh-
(29%)
55 32 rona MaTh pebeHKa ¢ ayTU3MOM; Y MaTepu — XPOHUYECKUIA TTHEeJI0- 46,XX,1phgh,16gh-
(23%) HedpUT, Kocorazue, 1aJ1bHO30pKOCTb, 0XXUPEHUE, MUKPO-
uedanus (odyyasiach B MHTepHaTe ISl IeTeil-UHBAJIMIOB)
Cm. npodoaxcenue maba. 1 Ha caed. cmp.
58 KYPHAA HEBPOAOT M U TICUXUATPUM, 6, 2009



Tabauya 1 (npodoaxcenue)

TEHETUKA AETCKOIO AYTH3MA

Ne Bospact* TToka3aHus K MccieIOBaHUIO Kapuorun

56 39 net MaTbh pebeHKa ¢ paHHeii hopMoii ayTu3ma, TuapoHedpo3oM, 46,XX,1phgh,15cenh+
(36%) 3a/IEPKKOI (hU3MUECKOro pa3BUTHSI; Y MAaTEPU — KOCOTJIa3ue,

MPU3HAKK MPEXKICBPEMEHHOTO CTAPEHMUsI, THPCYTU3M Ha py-
Kax, BpOXIEHHBII TOPOK cepaLa

57 39 net MaTb pebeHKa ¢ paHHel hopMoii ayTru3Ma 46,XX,1gh-,22cenh+
(34%)

58 36 et MaTh pebeHKa ¢ paHHell (hopMoii ayTu3ma, JIMIEBBIMU aHO- 46,XX,1phgh,12cenh+
(25%) MaJusIMM, MUKpoliedanueit

59 33 rona Matb pedeHka ¢ 3[1PP u aytusmom 46,XY,1phgh,9phgh,13pss, 14pss,17ph+
(27%)

60 29 net MaTh peOeHKa ¢ ayTU3MOM 46,XY,Iphgh,14pstk+,15pss
(23%)

61 31 roxn MaTb pebeHKa ¢ paHHeii hopMoii ayTu3ma 46,XX,1phgh,9phgh
(26)

62 34 roma Mathb pedeHka ¢ 3[1PP u aytusmom 46,XX,9phgh,16gh+
(27%)

63 34 rona MaTb peOeHKa ¢ paHHel hopMoii ayTu3Ma 46,XX,9phgh,9gh+,16gh-
(27%)

64 34 rona MaTb pebeHKa ¢ paHHeil (hopMoii ayTu3Ma 46,XX,9gh+,22pstk+
(29%)

65 30 et MaTh peOeHKa ¢ ayTU3MOM 46,XX,9ph,9phgh
(23%)

66 31 ron MaTb pebeHKa ¢ paHHeii hopmoii aytusma u MAP 46,XX,9phgh,9gh+
(27%)

67 37 ner MaTb pebeHKa ¢ ayTu3MoM U MAP; y Matepu — CHUKEHHBI 46,XX,9phgh, 13pstk+ps+
(27%) MHTEJUIEKT, ACUMMETpPUS TIPUKYCa

68 33 roma MaTb peOeHKa ¢ paHHel hopMoii ayTru3Ma 46,XX,9gh-,16gh-
(29%)

69 36 net MaTb pebeHKa ¢ paHHeii hopMoii ayTu3ma 46,XX,14pss,15pstk+
(32%)

70 29 et Martb pebeHka ¢ ayTusmom u MAP 46,XX,15phghcenh+
(25%)

Tlpumeuanue. * — Bo3pacT MaTepy B MOMEHT poxkieHus pedeHka; 3[TPP** — zanepxka ncuxopeyeBoro pa3suthsi; MAP*** — mukpoaHomanuu pa3purtusi; 3[TP*+#*
— 3aiep>KKa MCUXMYECKOTO Pa3BUTHSI.

Tabanua 2. OﬁHapy)KeHHble XPOMOCOMHbIE€ BapUaHTbl (BKAIO"IaSI CO‘leTaHHble) Yy MaTepeﬁ AeTei C AYyTU3MOM U UX HaCTOTbl

XpPOMOCOMHBIE BapUaHThI

X[l; (?I\XEZSM Xpomocoma - 00111ee YUCIIO 110 OTACTbHBIM obl1iiee YncIIo
xpoMmocomam* (dacrora, %) 1o rpyrmmam* (dactora, %)

A 1 gh-; gh+; phgh 25 (25,5) 25 (25,5)

C 9 gh-; gh+; phgh; ph 37 (37,8) 38 (38,8)
12 cenh+ 1(1)

D 13 pstk+; ps+; pss 5(5,1) 16 (16,3)
14 pstk+; pss 3(3,D)
15 pstk+; pss; cenh+; phgh 8 (8,1)

E 16 gh-; gh+ 11 (11,2) 12 (12,2)
17 ph+ 1(1)

F 20 ph+ 1(1) 1(1,0)

G 21 pstk+; ps+; pss 3(3,1) 6(6,2)
22 pstk+; cenh+ 33,1

HUroro 11 26 98 (100) 98(100)

HpuMethue. *— TIpY ONIPEACICHUU YaCTOThI FCTGDOMOpCbl/ISMa OTAEJIbHBIX XPOMOCOM BKIIOYAJIUCh U COYETAHHBIC XPOMOCOMHBIC BApDUAHTHI.

BapUaHTOB B KOHTPOJHHOU U 00CIEMOBAaHHON IPYITITax JOCTO-
BEPHO oTJIMyaiach Apyr ot apyra (p<0,05).
MoneKkynsipHO-IIUTOTEHETMUECKOEe HCCIeNoBaHNE Bapy-
aHTOB XPOMOCOM Ha IpUMepe XpOMOCOMHI 1 (puc. 3) MmosHo-
CTBIO TIOATBEPANIIO MAaHHBIE, TTOJTYIeHHBIE B XOJIe IIUTOTCHETH -
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YECKOro aHajiu3a, a TaKXke CIMOCOOCTBOBAJIO OLIEHKE 4MCIIa
koruii JHK npu yBennuyeHUr OKOJOLUEHTPOMEPHOTO OJ10Ka
xpoMocoMmsl 1. [Tpu ucnons3oBanuu npod JHK Ha o- u kiac-
cuueckyto carreautHyto JHK mokaszano, 4ro yBenuueHue
OKOJIOLIEHTPOMEPHOTO reTePOXPOMATUHA MMPOUCXOIUT 33 CUET
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OO
® @(?v"’/ 1%

20/ 4%

)

17%

24%

Puc. 2. AoAsi KaXKAOrO XpOMOCOMHOTO BapuaHTa y martepei AeTei C
ayTu3mom.

1 — kapuoTun (6€3 XpOMOCOMHBIX BADUHTOB); BAPUAHTHI 10: 2 — XpoMocoMe 1;
3 — xpomocome 9; 4 — xpomocome 13; 5 — xpomocome 15; 6 — xpomocome 16;
7 — xpoMocome 20; 8 — xpomocome 21; 9 — xpomocome 22; 10 — coueTaHHbIE
BapUaHTBHI.

nocienHei, u Bapuaiuu konuii 1eyx tunos JIHK unyt Hesa-
BMCUMO JIPYT OT JApyTa.

Y Mmarepeii eteit ¢ ayTu3aMoM Obula MpoaHaIM3UpPOBaHA
YacToTa NMCUXUYECKUX U Apyrux 3adosneBanuii (tadu. 3). [pu
aHayin3e 3abosieBaHuii Haruue natoysoruu LIHC otMedeHo y
27 (28%) matepeit u3 96. Ilcuxuveckast maToJOrus HabJIO/IA-

4028

1376

Puc. 3. Pe3yabTaTbl koAnuecTBeHHo# FISH npu retepomopcusme
OKOAOLIEHTPOMEPHOIO reTepoXpomMaTMHOBOrO paiioHa XPOMOCOMbI
1(1gh+).

CrpesikaMu yKa3aHbl TOMOJIOTUYHBIE XPOMOCOMBI 1, OITHA 13 KOTOPHIX (CIIpaBa)
MMEeT YBENMUYECHHBIH OJIOK MEPUIIEHTPOMEPHOTO TE€TEPOXPOMATHHA (XPOMO-
coMHBII BapuaHT). COOTHOLIIEHHE MHTEHCUBHOCTH ABYX CUTHAJIOB (1376 1 4028
MTUKCeJeit) CBUAETEIbCTBYET O TPUMEPHO TPEXKPATHOM PA3TUYUK CONEPKAHMUST
JIHK B maHHBIX y4acTKaX XpOMOCOMBI 1.

nack y 19 (20%) martepeit. [Ipy 3TOM ayTHCTHYECKUE OCOOEH-
HOCTH JIMYHOCTU BeTpevanuch y 5 (5%), a KOTHUTUBHEIE Ha-
pymwenust — y 9 (8%) Marepeit. Kpome Toro, Habmogammch
HEBPOTUYECKHUE peakluu B 6 (6%) ciydyasix, MUTpEHb — B 3
(3%), a TakKke pacCesTHHBIN CKIIepO3, HEMpOCeHCOpHasT TyTO-
YXOCTb 1 IucTpodust cetyatku — 1o 1 (1%) ciydaro. O6pama-
Jla BHUMaHWe TeHIEHIMS K TOBBIIIEHUIO YaCTOTHI CITOHTaH-
HBIX abOPTOB, KOTOpbIe Habmomanuch y 23 (24%) KeHIIWH.
CrnemyeT OTMETHUTD, 4TO 33 MaTepy U3 96 MMeJI KOHTAKT C My-

Tabanua 3. AHaau3 3a60AeBaHMii Y POACTBEHHUKOB (N1=1991) maTepeii AeTeli C ayTU3MOM

[Taronornyeckoe cocrosiHue

KonuuecTBo ciiyyaeB

abc. %
ITaToaorns ITHC: 60 3,15
YMCTBEHHAasl OTCTAJIOCTh 8 0,4
ayTU3M 6 0,3
130G peHus 4 0,2
SMUJIETICUST 5 0,3
HenudbepeHIMPOBAHHBIE TCUXUYECKUE OOIe3HU 8 0,4
JIOTOHEBPO3 5 0,3
MUTPEHb 2 0,1
MO3IHEEe peUYeBOE pa3BUTHE 4 0,2
TMOTPAaHUYHBIN UHTEJJIEKT 11 0,6
acoluajlbHOE MoBeIeHNE 3 0,15
CYULIUJIBI 4 0,2
Jlpyras natosiorus: 73 11,85
OHKOJIOTUYECKIE 3a00JIEBAHUST 45 2,3
CMepTh IeTeld B pAHHEM BO3pacTe 15 0,8
BHE3aITHasi CMEPTh 2 0,1
MHOXECTBEHHbIE TOPOKU Pa3BUTHUS 3 0,15
MOPOKU cepaLa 2 0,1
CUHAPOM TECTUKYJISIPHOU (heMUHU3aANU 1 0,05
6osie3Hb [ teitna—JIeBeHTaNst 1 0,05
3a00J1€BaHUsI LLIUTOBUIHOM XeJIe3bl 4 0,2
Hapymenus penpoayKTHBHO# (hyHKIMM: 17 10,8
CITOHTaHHBIE a6OPTHI y 6a0yIIIEK IT0 MATEPUHCKOM JIMHUY (1=96) 10 10,4
7 0,4

MEPTBOPOXKIEHUSI
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Tabanua 4. Anaau3 3aboneBaHunii y matepeii (n=96) AeTeli C ayTU3MOM B 3aBUCUMOCTH OT OBHAPYXKEHHBIX Y HUX LIMTOTeHeTUYeCKUX U3Me-

HeHUM

I'pynna matepeit

C XpOMOCOMHBIMHA

C HOpMaJIbHBIM KapuOTUIIOM C XpPOMOCOMHBIMU

[NaTonornyeckoe cocTostHUE BapvaHTaMU 6e3 XxpOMOCOMHBIX BAPMAHTOB aHOMAJMSIMU
(n=54) (n=26) (n=16)
aoc. % abc. % abc. %

ITaTonorus ITHC:

KOTHUTHBHBIC HApYLLIEHUS 3 5,5 2 8 4 25

ayTUCTUYECKUE YEPTHI IMUHOCTH 3 5,5 1 4 1 6

HEBPOTUUYECKUE peaklIu 4 7 2 8 0 —

MUTPEHD 1 2 1 4 1 6

paccestHHBIN CKIIEpO3 1 2 0 — 0 —

HepOCeHCOPHasl TYTOYXOCThb 0 — 1 — — —
Jpyras naroJorus:

MAP 5 9 4 15 2 12,5

TTOPOKU Pa3BUTHSI 2 — — —

3a00JieBaHNUs LIUTOBUAHOM Xele- 7 13 2 8 — —

3Bl

OXMpEHUE 3 5,5 0 — 3 19
Hapymenus penpoaykuun:

CIIOHTaHHbIE A0OPThI 11 20 6 23 5 31

6one3nb Ll teitna—JleBeHTas 0 — 0 — 1 6
JleiicTBHe MyTAareHHBIX (DAKTOPOB:

(usnueckme MytareHb* 14 26 4 15 9 56

XMMUYECKUE MyTareHbl 5 9 0 — 1 6,5

Ipumeuanue.* — CBY-none u runeprepMusi.

TareHHBIMU (haKTOpaMM (XUMUYECKUEe MyTareHbl, paquoHyK-
suasl, CBY-nose).

AHanu3 3a60j1€BaHUIl B POJIOCIIOBHBIX BCEX MaTepeil ae-
Teil ¢ ayTU3MoM mnoka3zay Hajnuuue y 1991 poncTBeHHUKA pas-
JIMYHOM CTETeHW KOTHUTMBHBIX HapyIIeHUW, MM30GhpeHNH,
aytmaMa ¥ HemuddepeHIIMPOBAaHHBIX TICUXUYECKUX pac-
CTPOICTB, YaCTOTa BCTPEYAEMOCTU KOTOPBIX, OJHAKO, T1OCTO-
BEPHO HE OTJIMYaIach OT OOIIENONYJISIHIUOHHBIX, U COCTaBUIa
3% (cMm. Tabn. 3). OOpaiajga BHUMaHKME BBICOKAasl 4acToTa B
POIOCIOBHBIX OHKOJOTMYEeCKUX OonesHeir — 45 (2,3%) pon-
CTBEHHMKOB MaTepeil NeTeil ¢ ayTu3MOM, B TO BpeMsl Kak
cpelHeeBporeiickasi yacToTa OHKOJOTMYECKOU MaTOJIOTUH,
cornacHo naHHbiM BO3, B 5 pa3 Huxe.

IIpu ucciaenoBaHUU KOpPpESLMA MeXIy T€HOTUIIOM U
beHOTUITMUECKMMU TIPU3HAKAMM TIPOBEICH aHAJIN3 COCTOSI-
HUS 310pOBbs 96 MaTepeil neTeil ¢ ayTM3MOM U CBEICHUI O
cocTosiHUM 310poBbs 1991 ux poactBeHHUKa. [Ipu 3TOM Bee
MaTtepu ObUTM pa3iesieHbl Ha TP TPYIIITBI: ¢ XPOMOCOMHBIMU
BapuaHTamu (n=54), ¢ XxpOMOCOMHBIMU aHOMaTUAMU (n=16)
U C HOPMaJIbHBIM KapUOTUIIOM €3 XpOMOCOMHBIX BADUAHTOB
(n=26). PonocoBHbIC MaTepeii ¢ XPOMOCOMHBIMU BapyuaHTa-
MU BKJtoYasiv 1115 poncTBEHHUKOB, C HOPMaJIbHBIM Kapuo-
TUINIOM 0€3 XpPOMOCOMHBIX BApUAHTOB — 527, C XPOMOCOMHBI-
MU aHOMaIusIMu — 349.

[Mpy aHanM3e KOppensiiuii MeXIy TeHOTHIIOM Matepeit
NeTeii ¢ ayTU3MOM U UX (heHOTUTMIECKUMU TTPU3HAKaMU ObI-
JI0 OGHAPYKEHO, YTO MaTepy C XpPOMOCOMHBIMYU aHOMAJTUSIMU
B 3 pasa yaille uMeJid KOTHUTUBHBIC HapylieHus, B 1,5 pasza
yaile — CIOHTaHHbIe a0OPTHI, IMOYTH B 4 pa3a yalle — 3HI0-
KPWHHBIE HapyIeHUs (HarpuMep, OXXUPeHNe) TI0 CPAaBHEHUIO
C KeHIIMHAMU APYTUX TPyMI. B rpymme MaTepeit ¢ XpoMOCOM-
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HBIMA aHOMAJIUSIMM B 2 pa3a Jalle 0TMEYajioCch BO3IEHCTBUE
Takux BpeAHbIX (hakTOopoB, kak CBY-mosne u runeprepmus
(tadu. 4).

B pomocnoBHBIX y MaTepeil ¢ XpOMOCOMHBIMYM aHOMAaJTHSI-
MM TI0 CPaBHEHUIO C IPYTUMU TPYIIIIaMy B 5 pa3 varile BBISIBIISI-
JIVCh HapyIIeHWs] WHTeJUIeKTa, B 4—5 pa3 yalie — cCMepTh B
paHHEeM Bo3pacTe W B 2 pa3a yJalie — CIOHTaHHbBIe abOpTHI Y
0abylieK mo MaTepuHCKOM JIMHUU. OJHAKO MOPOKU Pa3BUTUS
HauboJiee YacTo BCTPEYaIMCh B POIOCIOBHBIX Y MAaTEPEii € Xpo-
MOCOMHBIMU BapuaHTtamu. B To ke Bpemst HenuddepeH1po-
BaHHbBIE TICUXUYECKKe 00JIe3HM HaOII0daIMCh B 2 pa3a valle B
rpyIire MaTepeil ¢ HopMaabHbIM KapUOTHUITOM (TabJ1. 5).

JlaHHBIE O MTOBBIIIEHUH YaCTOThl KOTHUTUBHBIX HapyIIle-
HUI ¥ CIIOHTAaHHBIX a0OPTOB Yy MaTepell JeTell ¢ ayTU3MOM,
MMEIOIINX XPOMOCOMHBIE aHOMAJIMM, TIOATBEPXKIAIOT HaJM-
Yye UCTUHHOTO MO3aUIIM3Ma 10 aHEeYTUTOUINSIM XPOMOCOMBI
X y 3TUX MaTepeid. YBeJIu4eHNe YaCTOThl YMCTBEHHOM OTCTa-
JIOCTA, CMEPTU B paHHEM BO3pacTe M HapyIIeHWI PerponyK-
TUBHOI (hyHKLIMY (CTIOHTaHHBIE a0OPThI Y MaTepeit ucciemye-
MBIX >XKEHIIWH, OECIJIONNE) B POAOCIOBHBIX MaTepeil IeTeil ¢
ayTU3MOM, UMEIOIIUX XPOMOCOMHBIE aHOMAJINU, MOXKET CBHU-
JIeTeJIbCTBOBATh O CEerperaluyu Cily4yaeB XpOMOCOMHOI MaTo-
JIOTUY B 3TUX CEMBbSIX.

ITo naHHBIM JTUTEPATyPHI, Y POAUTENICH NeTei C ayTU3MOM
OTMEYEH TOBBIIIEHHBIM YPOBEHb TPEBOXHBIX COCTOSIHUIA, B
TOM YUCJI€ COLIMaTIbHBIX (DOOUIi, Aenpeccuil U MaHU Kak y
maTepeit, Tak M OTLOB. Y poauTesieii 1eTeit ¢ ayTu3MOM U HU3-
KM ypoBHeM (DYHKIIMOHMPOBAHUS OTMeUeH 6oJiee BBICOKUI
YPOBEHbB ICUXMUYECKMX 3a00JIeBAaHUIA TI0 CPABHEHUIO C POIM-
TEJISIMU JIETE C ayTU3MOM U BBICOKMM YPOBHEM (DYHKIIMOHM-
poBaHUsI. DTU TaHHBIE TIOATBEPXKIAIOT TUIIOTE3Y O CYIIECTBO-
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TabAnua 5. AHaAu3 3a00AeBaHUit Y POACTBeHHUKOB (N1=1991) maTepeii AeTeii C ayTU3MOM B 3aBUCUMOCTH OT OOHApYKEHHbIX Y maTepeit

UMTOreHeTU4eCKMXx U3MeHeHun

I'pynna maTepeit

C XpOMOCOMHBIMU

C HOpMaJIbHbIM C XpPOMOCOMHBIMU

[MaTonoruyeckoe cocTostHUE BapHaHTaMU KapuOTUIIOM aHOMAJTMSIMU
(n=1115) 6e3 BapuaHTOB (1=527) (n=349)
abce. % abc. % abc. %

ITaTonorus ITHC:

mur3odpeHus: 3 0,3 1 0,2 —

ayTH3M 2 0,2 3 0,6 1 0,3

YMCTBEHHAasi OTCTaJIOCTh 2 0,2 1 0,2 4 1,1

«ITOTPaHUYHBIT» UHTEJUIEKT 3 0,3 2 0,4 7 2

Mo3/IHee peyeBoe pa3BUTHE 2 0,2 1 0,2 1 0,3

acolMaIbHOE MOBEAECHUE 2 0,2 1 0,2 0 —

CYUIIUIIB 2 0,2 2 0,4 0 —

HenudbepeHUMPOBaHHBIE TCUXUUECKUE 3 0,3 4 0,7 1 0,3

00s1e3H1

npyrue 3adoneBanus IIHC 6 0,7 5 1 3 0,8
Jlpyras natosiorus:

OHKOJIOTUYECKYE 3a00IeBaHUS 27 2,4 10 1,9 8 2,3

MOPOKU Pa3BUTUS 4 0,4 1 0,2 0 —

CMepTh B paHHEM BO3pacTe 6 0,5 2 0,4 7 2
Hapymenus penpoayKuuu:

CIIOHTaHHbIE A0OPTHI Y 6aly1leK 10 MaTe- 4 0,4 2 0,4 4 1,1

PUHCKOM JIuHUK (1=96)

MEPTBOPOXIECHUS 5 0,4 1 0,2 1 0,3

Oecruionne — 0 — 2 0,7

BaHUM MMOTPAHUYHBIX COCTOSTHUIA TIPU ayTU3ME Y POAUTENCH U
cubcoB neteii ¢ aytusmoM [1, 31, 33, 34].

HacnenyeMocTh ayTUCTUYECKMX PAcCCTPOMCTB, C OIHOM
CTOPOHBI, HE BBI3BIBAET COMHEHUSI, HO C IPYTOii — TeHBI, BbI-
3bIBAIOIIME UANONATUICCKUI ayTU3M, He BhIsIBIIeHBI. Hecmo-
Tps. HA HEPABHOE COOTHOIIEHUE TOJIOB 4:1 (MYyXUMHBI/KEeH-
IIMHBI), HE OBLIO BBISIBICHO JAHHBIX B MOJIb3Y X-CUEMJIEHHBIX
JIOKYCOB WJIM OTPaHMYEHHOTO II0JIOM HaciiegoBaHus |[29].
CrenyeT Takke OTMETUTD, UTO B UCCIIEIOBAHMSIX OJIM3HELIOB U
SIEPHBIX ceMell XopoIllo M3y4eHHbI Mapkep BAP (mapkep
BAP cBs13aH ¢ SI3bIKOBBIMM BO3MOXKHOCTSIMH) Y POICTBEHHU-
KOB Pa3HbIX MMOJIOB He oTiauyvaiics. [TockonbKy mpu 3aboeBa-
HUU HabJII0MaeTCs BRICOKass BaprabeIbHOCTh (heHOTUIIA U Te-
HeTHYecKas reTeporeHHOCTh, HE0OX0IMMO: 1) TOUHO ompene-
JIUTh (PEHOTUIT C YUETOM IIMPOKOTO CIEKTPa ayTUCTUIECKMX
pPacCTpOMCTB M MpoBecTU AudhepeinaTbHyI0 TMarHOCTUKY C
IPYTUMU 3a00J€BaHUSIMM 3TOTO CIIeKTpa (HampuMep, CHH-
npoMm Perra); 2) mpoBecTH neTalbHBI LIMTOT€HETHMYECKUIA
aHaJIM3 KaXXIOMYy MHAMBUAYYMY C ayTUCTUYECKUMHU PaCcCTPOii-
CTBaMM TIpU YU€Te BapUAHTOB OKOJIOLIEHTPOMEPHOTO IreTepo-
XpoMaTHHa.

O06cyXnas [IUTOTeHETUIECKIE HaX0IKH, CIIEAYeT CKa3aTh,
YTO TeTePOXPOMATUHOBBIE OKOJOIIEHTPOMEPHBIC pPaOHbBI
XPOMOCOM TMPEACTABISIIOT CO00il OJIOKM BBICOKOITOBTOPSIIO-
muxcs nocaenoBatenbHocTeil JJHK, OCHOBHBIM CBOMCTBOM
KOTOPBIX SIBJISIETCS IMOJIHASI TPAHCKPUIILMOHHAS MHAKTHBA-
1us1. CyuTaeTcs, YTo JaHHbIe YIaCTKU XPOMOCOM HaCJIeAyIOT-
csl KONOMMHAHTHO M HE COAepKaT aKTUBHBIX TeHOB. TeM He
MeHee HaJIMIre XpOMOCOMHBIX BAPMAHTOB B BUJIE YBEJIMUEHUS
WA YMEHBIIEHUSI OKOJOILEHTPOMEPHBIX TeTepOXpOMATHHO-
BBIX PaiilOHOB B XpOMOCOMax OOJIBHBIX C ayTU3MOM MOXKET
OBITh CBSI3aHO C OMpEACIEHHBIMI HapylIeHUSIMU (HYHKIIMO-

62

HaJIbHOM aKTUBHOCTHM T'€HOB, PACIOJOXEHHBIX B HETOCpeI-
CTBEHHON 06JIM30CTH K BapuaOeJbHBIM TeTepOXPOMATUHOBBIM
paiioHaM XpoMOCOM (TaK Ha3bIBaeMbIil «3(deKT MoJoXKeHUs
reHoB») [6, 9]. I1o HaiM gaHHBIM, 0K0J10 70% BBISIBIEHHBIX
XPOMOCOMHBIX BapHMaHTOB Y JETeil ¢ ayTM3MOM ObLIN HacJjie-
JIOBaHbI OT MaTepeii. DTO TOBOPUT O TOM, UTO XPOMOCOMHbII
BapMaHT y MaTepeil MOXET pacCMaTpUBAThCSI KaK MapKep IS
TPYMITbI POAUTENIEN, UMEIOIIUX PUCK POXICHUS NETEH C ay-
tu3MoM. CieayeT OTMETUTD, YTO B Hallleil paboTe oOHapyKe-
Ha MOBBIIIEHHAS YacTOTa CIy4aeB COUETaAHHBIX XPOMOCOMHBIX
BapUaHTOB y MaTepeii aeTeii ¢ ayrusmoM (24% ot Bcex MaTe-
peii neteii ¢ aytuaMoM u 35,5% OoT Matepeit ¢ XpOMOCOMHBIMU
BapMaHTaMu). DTO CBUIECTEIbCTBYET O TOM, YTO, CKOpee BCe-
ro, KOMITJIEKCHOE HapyllleHue (yHKIIMOHATbHOW aKTUBHOCTH
TeHOB, PACIOJOXEHHBIX OKOJIO TeTepOXPOMATHHOBBIX paiio-
HOB Pa3JIMYHBIX XPOMOCOM, Yy NIETEM B OTJIAYME OT Marepei
MOXET OBbITh CBSI3aHO C MATOJOTUYECKUMM TIpOliecCaMu, Jie-
XaIllMMU B OCHOBE (DEHOTUITMYECKUX MPOSIBIICHUI ayT3Ma. B
HacTosllnee BpeMsl B 00JacTU MOJIEKYJISIPHO-TEHETUYECKUX
HCCIIeIOBaHUI ayTU3Ma pa3padaThIBAlOTCS Pa3IUIHbIC TEXHO-
Jioruu 0oJiee BBICOKOTO paspellieHMs], U KPYIHbIe BHIOOPKHU
WHAWBUAYYMOB JUIS MCCJIENOBAaHMII MOTYT IaTh Oojee cTa-
OMJIbHBIE PE3YJIbTaThl B KOHTEKCTE aKTUBHOCTHU TEHOB.
AHau3 3aBUCUMOCTH TSKECTU (DEHOTUITUYECKHUX MPOSIB-
JICHUI OT YaCTOTHI ¥ THUIA XPOMOCOMHBIX BAPUAHTOB y JIeTeil
MoKazaJl, YTO0 BapuabeTbHOCTh OKOJOIIEHTPOMEPHOTIO TeTe-
poxpoMaTuHa XapakTepHa [isi 6osiee Jierkux ¢hopM 00J1e3HU
[5]. DTO, BeposATHO, CBUAECTENBCTBYET O TOM, UTO TSDKEJbIe
¢opMbI ayTH3Ma y IeTeil CBA3aHbI ¢ 00Jee Cepbe3HBIMU T'eHe-
TUYECKUMM HapywmeHusmu [6, 11, 12, 14, 15, 25—28, 41, 43]
WJIY aIafTallMOHHOM POJIbIO XPOMOCOMHBIX BAPMAHTOB B pa3-
BUTHM 00s1e3HU |3, 8]. [TocaenHee MOXET OTHOCUTHCS M K Ma-
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TEpSIM IETeil C ayTU3MOM, Y KOTOPBIX OOHAPYKUBAIOT XPOMO-
COMHBIE BapUaHTHI 0€3 OIpeaeIeHHbIX KIMHUYEeCKUX ITPU3Ha-
KOB.

B 3axiioueHue ciaenyeT cKas3arbh, YTO AeTaIbHOE IIUTOre-
HETUYECKOE MCCIeI0BaHNE PEKOMEHIYETCSI BCEM ICTSIM C ay-
TUCTUYECKUMU PACCTPOMCTBAMU, TeM 0oJjiee, eCIM Y HUX OT-
MeUYeHBbI TaKXXe YMCTBEHHAasl OTCTAJIOCTh, aHOManuu D3I uiau
CYIOPOIH, MBIIIIEYHAST TUITIOTOHUSI, TSIKeJIbIe MOTOPHBIE HApy-
LIEHUS U TIPU3HAKW MaJIbIX aHOMaJIWi pa3BUTH [7], a Takke
nx MatepsM. [locKonbKy ayTUCTUYeCKHMe 3a00JieBaHUsSI I10
0OJIbIIIEl YaCTU TeHETUYECKU TeTePMUHUPOBAHbI, OOHApyXKe-
HME XPOMOCOMHBIX aHOMAaJIMiA KaK BEPOSITHOM IMPUYMHBI ay-
THCTUYECKUX PACCTPOMCTB BeChMa 3HAYMMO B TEHETHUYECKOM
KOHCYJIbTUPOBAaHUM.

BbisiBIeHME LIMTOreHETUYECKMX aHOMAJIMil M1 MOHOICH-
HBII XapakTep 3a00JieBaHU, aCCOLIMMPOBAHHBIX C ayTU3MOM,
YKa3bIBaeT Ha T€HETMUYECKYIO T€TepPOreHHOCTh U pa3IndHble
3aKOHOMEPHOCTH HACJIeIOBAHUSI UX B OTAEIbHBIX CeMbsIX. [1JIst
MINONATUYECKOIO ayTU3Ma, T.€. CJIy4aeB ¢ HEM3BECTHOM IIPH-
YUHOM, IPEANOoJaraloTcsi MOHOT€HHbIE, IIOJIUT€HHBIE ¥ MYJIb-
ThaKTOpHBIE MeXaHM3Mbl HacliemoBaHUs. MBI Iojaraem,
YTO JIS1 M3YYEHUS ayTUCTUUYECKMX PACCTPOMCTB HEOOXOIUMO
paccMaTpuBaTh ayTUCTUYECKUE 3a00J1eBaHUSI KaK B KOHTEKCTE
B3aMMOIEIICTBYS F€HOB, TaK 1 SIUT€HETUYECKIX MEXaHU3MOB
[4, 13, 28].

ITocKoJIbKy YacTOTa ayTHCTUYECKUX PACCTPOMCTB B IO-
MyJISILUY BeJIMKa, a TCHETUYECKMEe MEXaHU3Mbl M MEXaHU3MbI
dopMupoBaHus ¢heHOTUIIa BecbMa HEOAHO3HAYHBI, TO TeHe-
TUYECKOE KOHCYJIbTHPOBaHHUE Il Bpaueil-TeHETUKOB IIPH ay-
TH3Me — BeCbMa CJIOXKHBI Ipoliecc. BaxkHO TIAaTeIbHO MC-
CJIeI0BaTh A€TE U CEMbIO ISl MCKIIOYEHUST BCEX U3BECTHBIX
HAacJIeACTBEHHBIX CUHAPOMOB. Lle/1b reHeTHYeCKOro KOHCYIb-
TUPOBAHUS MPU ayTU3Me, KaK M IPU APYIHX 3a00JIeBaHMIX,
IIATh ITOJIHYI0 MHGOPMAILIMIO CEMbE U AETSM U YCTAHOBUTD 10~
BTOPHBII pUCK 3a0ojeBaHusl. Ecau ycTaHOBIeHA M3BECTHAsI
reHeTH4ecKast IpuyrHa 00JIE3HH, TO ITOKa3aTe/ 1 [IOBTOPHOIO
pYiCKa MOTYT OBbITh pa3HbIe AJIsT KaXKI0TO OTAEIBHOIO ayTUCTH-
yeckoro 3aboseBaHust. JIisi JOMMHAHTHBIX MOHOTE€HHBIX 3a-
0oJIeBaHUI € TIOJIHOI TEHETPAHTHOCTBIO (Hampumep, Tyoe-
PO3HBII CKIIEPO3) pUCK 115t cuGcoB cocTaBisieT 50%. B ciydae
PELECCUBHBIX MOHOTEHHBIX 3a00JieBaHUIA, TaKUX KaK CHH-
npom Jleman—Onuria, puck mist cubcoB — 25%. Ecin y pe-
OeHka moaTBepxkaeH cuHapoM FRAXA, puck 3aboieBaHus
11 ero 6parta coctaBut a0 50%, a ero cectpa B 50% ciy4aeB
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TEHETUKA AETCKOIO AYTH3MA

OyZIeT HOCUTENIeM W/WUIW y Hee OyAyT CTepThie KIMHUYECKUE
nposiBiieHus 3aboseBaHusd. [1o pesynbTaTaM MccaeIOBaHUNA
CeMel ¢ MAUOITIAaTUYECKUMM ayTUCTUYECKUMM PaCCTPOMCTBA-
MM YCTAaHOBJIEH PUCK 3ab0yieBaHMs 17151 CUOCOB B 5% (ot 2 1o
8%) ciyuaes [14, 20]. C mpyroii CTOPOHBI, CYUTAETCSI, YTO IIPKU
HaJIMYUUM TaKUX XPOMOCOMHBIX aHOMAJIMi, KaK AYyTUIMKAILIA
VI TyTUIMIIMPOBAaHHBIE MHBEPCUM XPOMOCOMBI 15 B yyacTKe
ql1-ql3, NOBTOPHBIM PUCK MPUMEPHO COBITAJAET C MOMYJIsI-
LIMOHHOM YaCcTOTO, MOCKOJIbKY OOJIbLIMHCTBO AYTUIMKALIUIA 1
VHBEPCHUIT BO3HUKAIOT de novo B Meiio3e [41]. HecoMHeHHO,
MoJy4YeHHbIE HAMU JaHHbIE O HAJIMYUKM XPOMOCOMHBIX aHOMa-
JIMI ¥ BapUaHTOB y MaTepei NeTe ¢ ayTU3MOM 3aCTaBJISIIOT
YYUTBIBaTh MX KaK TEHETUYECKHE MapKepbl 3a00JieBaHUS U
boJiee TIIATEJIbHO TeHETUYECKM 00CIeq0BaTh BCIO ceMbio [11,
15, 28]. BaxxHo Takke Mpu reHeTUYECKOM KOHCYJIbTHUPOBaHU M
MOMOYb B afanTalliM K MPOSBICHUSIM 3a00JI€BaHUS B CEMbE U
B XXU3HU.

Wcxonsa M3 MONydeHHBIX PE3yJbTaTOB U OOCYXIEHUS,
MOXHO CHejiaTh BBIBOABI: 1) oOHapyXeHa BbICOKAasl 4acToTa
XPOMOCOMHBIX aHOMAJIWM Yy MaTeper HeTel C ayTU3MOM B
OCHOBHOM B BHII€ MO3aUYHBIX (DOPM C yJaCTUEM XPOMOCOMBI
X; 2) obHapyxXeHa 0oJiee BbICOKasl YacTOTa XPOMOCOMHOTO Te-
TepoMopdu3mMa (XpOMOCOMHBIX BApUAHTOB) y MaTepeit AeTeit
C ayTUCTUYECKUMU PACCTPOMCTBAMU IO CPaBHEHUIO C KOH-
TPOJILHOM IpyMmoii; 3) onpeneseHe FTeHOMHBIX UBMEHEHHI Y
OOJIbHBIX JCTei M UX MaTepeil 3HAYMMO IJIs1 UICHTU(UKALIMT
TEHETUYECKUX M HEITPOOMOIOTMYeCKNX MapKePOB ayTHCTHYE-
CKUX PacCTPOMCTB; 4) MpHY aHAJIM3€e KOPPEISLIUil TeHO- U de-
HOTUIIA OOHAPYXXEHO MOBBIIIICHUE YaCTOThl KOTHUTUBHBIX Ha-
pYLIEHU U CIIOHTAHHBIX a0OPTOB y MaTepeil neTeit ¢ ayTus-
MOM, UMEIOIIIMX XPOMOCOMHBIE aHOMAJINH, a TAKXKe yBeJInJe-
HUE YaCTOThl YMCTBEHHOM OTCTaJOCTH, CMEPTU B PaHHEM
BO3pacTe U HapylIEHUI penpoayKTUBHON (DYHKLIMU B POIO-
CJIOBHBIX Y 3THX XKEHILIWH 10 CPABHEHUIO C IPYTUMM TpYyIIa-
MU Matepeil. B To ke BpeMsl BhIsSIBJIeHa BbICOKAsl 4acTOTa I0-
POKOB Pa3BUTHUS B POAOCIOBHBIX MaTepeli ¢ XpOMOCOMHBIMU
BapMaHTaMUu; 5) IIUTOT€HETUYECKUE M MOJIEKYISIPHO-IIUTO-
TCHETUYECKUE MCCIICIOBAHUS MATepPer U IeTei C ayTU3MOM
TIOJDKHBI paccMaTpUBaThCsl KaK 00s13aTebHbIE MJIS1 BBISIBIIC-
HUS BO3MOXHBIX TEHETUUECKUX TPUYMH ayTU3Ma U TeHeTHYe-
CKOTO KOHCYJBTUPOBAHUSI CeMEeil, B KOTOPBIX UMEIOTCS AETH C
ayTUCTUYECKUMHU PaCCTPOMCTBAMM.
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