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Ha panubiit Mmoment onucano 6osiee 1000 reHOB, MyTaun B KOTOPHIX HAGJIIOMAIOTCS TIPU PACCTPOUCTBAX ayTUCTHU-
geckoro crekrpa. O6GHapyKeHbl HEHPOOUOIOTHYECKUE TIPEIMKTOPDI, O3BOJISAIONINE 3AM0A03PUTh ATH HAPYIIEHUS B
paHHeM MOCTHATATIbHOM OHTOTEHe3e, OJJHAKO MEXaHI3Mbl BOSHUKHOBEHMS ATHX FeHETUYeCKUX HAPYIIEHN OCTAIOTCST
HEBBISICHEHHBIMU, B CBA3U € Ye€M OCOOBII MHTEPEC TIPEACTABIISET ONUCAHNE CEMENHBIX CIy4aeB, B KOTOPBIX HabJI0/1a-
iorcst PAC B coueTaHuy ¢ pa3judHbIMI 0COOCHHOCTAMU TeHOMA. [IpeicTaBIeHbl JaHHBIE TIPOBOIMMOTO Ha MTPOTSKE-
HUU TIATH JIET KOMIIIEKCHOTO TICHXOJIOTHYECKOTO U HEHPO(MU3NOTIOTHYECKOTO UCCIEA0BAHUS TPEX CHOCOB, MMEIOTITHX
pasIyHbIe 0COOEHHOCTY PA3BUTHS U TEHETHYECKUE HAPYIIEHHUS, YHACTEOBAHHBIE OT OTIA. Pe3yIbTaThl OKa3aIH,
9TO Y BCEX JeTell HabII01anoch yBeInIeHe M3MEHEHHBIX YIaCTKOB XPOMOCOM, YHACTEOBAHHBIX OT oTifa. OHaKo
TOJILKO B CJTyYae YBETUUEHNST TOBTOPOB B XPOMOCOMe 8 y peberka GbIr ANarnoCTUPOBAHBI PACCTPOHNCTBA Y THCTIYE-
ckoro criekTpa. ViameHeHust B Y-XpOMOCOME, MO-BUIUMOMY, He CBSI3aHbI ¢ 0OHAPY/KEHHBIMU HAPYIIECHUSIMU PA3BUTHS
y IBYX JIPYTUX JleTel.

Knrouesvte cnosa: paccTpoiicTBa ayTHCTHYECKOTO CIIEKTPA, TICUXOJOTUYECKUE UCCAEMOBAHUST, OHOJIEKTPUYECKAST
AKTUBHOCTDb MO3Ta, TeHeTUYeCKUe HaPYIIEeHUs, CEeMEHHDIN cIyJaii.
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Currently, more than 1000 genes described in which mutations are observed in autism spectrum disorders. Neurobio-
logical predictors have been found to presume these abnormalities in early postnatal ontogenesis. However, the mech-
anisms of the occurrence of these genetic abnormalities remain unclear. This is connected to the particular interest in
the description of family cases in which ASD in combination with various genome features are observed. The data of
a five-year comprehensive psychological and neurophysiological study of three siblings with various developmental
features and genetic disorders inherited from the father are presented. The results revealed that all children showed
an increase in altered chromosome regions inherited from their father. However, only in the case of an increase in
repeats in chromosome 8, autism spectrum disorder was diagnosed in a child. Changes in the Y-chromosome, appar-
ently, are not associated with detected developmental disorders in two other children.
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BBenenue

CriexTp NposIBJIEHHIT ayTU3Ma OYeHb IIUPOKUiL. ITO MO-
JKeT ObITh PEHEHOK C BBIPAKEHHON MHTEJUIEKTYATbHON HeJlo-
CTaTOYHOCTHIO WUJIM, HATIPOTHB, C BBICOKUMU KOTHUTHBHBIMU
CIIOCOOHOCTSIMM, BILIOTH [0 OJapEHHOCTH. MOKET MMETh
MecTO Tpybast 3ajiepskKa PedeBOro PasBUTHS WJIH, HA0GOPOT,
peub OyzieT He MO BO3pacty pasButoil u Goratoil. OGbenu-
HSITh BCE ATH CJIydar OyAyT MMEHHO HApYIIeHHUs chepbl co-
IIIATLHOTO B3aUMOJIEHCTBISA U KOMMYHUKaIu. Kpome Toro,
6osee 80% Jmozeit ¢ PAC nmerot cercopHble Hapyinernst [ 11;
13] u He menee 70% xoruutnBHbIE [6; 7; 17].

Yucnennocts nereii ¢ PAC pacrer ¢ KaxabIM T0/10M
[20]. Tak, cornacuo nanubiM IleHTpa O KOHTpOJIO U
npodutakruke 3abonesaemoct CIIA (CDC), konnue-
CTBO 3aPETUCTPUPOBAHHBIX CJIYYaeB YBEIMYIIOCh ¢ 1 Ha
166 uesosek B 2004 r. 10 1 Ha 59 B 2018, nan 1% B 110-
myssian mvetotT PAC. TIprania Takoro morbeMa 3a6oJte-
BaeMOCTHU HESICHA, OJTHAKO, TIO BCEI BUMMOCTHU, PEYb U/ET
0 COYETAaHNHM MHOTHX (haKTOPOB. DT (PaKTOPHI YCIOBHO
MOKHO Pas/eJIUTh Ha OJArOTPHUSTHBIE U HEOJIAarOIPHUsIT-
HbIe, KOTOPbIe OY/IyT BJMSTH Ha TIOHUKEHUE UJIH TTOBBIIIIE-
HUE pUCKa pa3BUTud ayTtusma. llociennue necaTuieTs
03HAMEHOBAJIICH BBIXOIOM PEKOPHOrO KOJINYeCcTBa Ha-
YYHBIX paboT, IIOCBAIIEHHBIX Ipobieme strosoru PAC.

Ha ceropusiiamii siens npuaATO cuntath, uro PAC s1B-
JISIETCSI TIOJIUTEHHBIM 3a60JICBAHNEM, U TOMCK FeHETHYECKUX
MapKepoB ayTHU3Ma — OJIHO M3 IIeHTPAJIbHBIX HAIIPABIECHUI
B HMccaenoBanmsx, ocBsmeHHbx PAC. B HacTostiee Bpe-
M BbiziesieHo cBbimie 1000 TeHOB, MyTamu KOTOPBIX MO-
ryT OBITh ACCOIMUPOBAHBI C AYTH3MOM (CM. OOHOBJIEHHBIE
nannbie 6asbl AutDB 3a ausapb 2020 r.: autism.mindspec.
org/autdb). YcraHoB/I€HO, UTO ayTHCTHUYECKUE PACCTPOLi-
CTBA CBSI3aHbBI C TEHETUUECKUMI MYTAIUSAMU, KOTOPBIE MO-
ryT ObITh HACJIEJICTBEHHBIMK WJIM BHOBb BoHUKIIMME (de
novo). O renernueckux npuunHax PAC roBopgr paHHbIe
uccseI0BaHui GIMBHEI0B, CUOJIMHIOB U IPYTUX POJICTBEH-
HuKoB [5; 10]. Ho aTa cBsi3b HelpocTast 1 HeOYeBH/IHASL.

Ceituac BbIZIEJIEHbI COTHU TEHOB, Bapualuid B KO-
topbix cBsizanbl ¢ PAC [14]. Bapuaiusa uncsia konwit
(CNV) — 270 pasHOBUHOCTH CTPYKTYPHOU TTEPECTPOIi-
KW, BKJTIOUYAIOTAsT MI3MEHEHWST B KOJIMYECTBE KOIHIT OTpe-
nenennbix yuactkoB JTHK, koropbie MoryT ObITh JIHOO
yIasieHsl, 6o poaybmposanbl. Kak u B ciydae ¢ apy-
TVMJ TUTIAMU TEHETHYECKUX MyTaIuii, HekoTopbie CNV
HACJIEZYIOTCS, TOT/IAa KaK APyTHe CHOHTAHHO BO3HUKAIOT
y HOTOMKOB ¥ OTCYTCTBYIOT Y POJMTENbCKUX 0cobeil (de
novo). Takue renoMibie u3Menenus BoisiBstiores: B 10%
caydaes rpu uauonatuyeckom ayrusme [16]. Cyiecrny-
10T 6a3bl manubix SFARI Gene, AutDB, rie cobpana nH-
chopMmarust o reHax, BapuaIluu B KOTOPBIX aCCOITMIPOBA-
HBI C Ay TH3MOM, — ceifuac TaM HoJiee THICSUH 3amUCei.

B oTHOUIEHNM BBISBIEHUST dTHOJOTUU ¥ TIAaTOTeHe3a
ayTHU3Ma pacCMaTPUBAIOTCS HACTEACTBEHHBIE MOHOTEH-
Hble (DOPMBI ayTHU3Ma, KOTOPbIE U3BECTHBI U JOCTATOUHO
uzydenbl. Cumraercs, uto 10 10% ciayuaeB PAC cBsizanbt
C M3BECTHBIMU TEHETUUECKUMU CUHIPOMAMU, TAKUMH KaK
CUH/IPOM YMCTBEHHON OTCTAJIOCTH, CIETITIEHHOW € JIOMKOU

xpomocomoit X (Fragile X syndrome), TyGeposHbiii ckiie-
po3, cunzipom Perra, cungipom Anresibmana u .. [4; 8; 12].

B couerannn c reHeTHYECKOH TPEIPACIOIOKEHHO-
CTHIO HE MeHee BaXKHBIM B ITATOTeHE3€e ayTH3Ma IIPU3HAET-
cs felictBue (aKTOPOB BHENTHEH cpe/lbl Ha PAaHHUX 9Ta-
nax paspurus peberka [19]. Haubosee BausATEIBHBIMU
B HACTOsIIEE BPEeMsT CIUTAIOTCS (haKTOPBI, Bo3/eiicTBIe
KOTOPBIX IIPONCXO/UT B PAaHHUN TIPEHATAJIbHBIN TTeproj
pasuTus [3; 9]. TOMY MOCBANIECHO MHOKECTBO HCCJIE-
nosanuii. Cy1ecTByeT MHOKECTBO (haKTOPOB OKPYKATO-
1€l cpe/ibl, KOTOPbIE BIMIOT HA IIATOTEHE3 Ay TU3Ma CBO-
nmu anurenetndeckumu apdexramu [18]. ITu hakTopsb
JEJISTCS Ha TPU KATETOPUH, BKIIOYATOIIHE BHYTPHYTPOO-
HbI€, TeEPUHATAJIbHBIE U TOCTHATATbHBIE (PAKTOPBI PUCKA.
Kaxxmast kaTeropusi BBIAEISET OINpeeseHHbBIH Mepruo
Pa3BUTHS, UyBCTBUTEIBHBIN K IEHCTBUIO TOTO UJIK UHOTO
dakropa. IToapobHbIil CIUCOK 9TUX (HaKTOPOB coOpaH B
0630pe Tordjman ¢ coaropamu [18].

Takum 00pa3oM, ayTHaM — 3TO MHOTO(MAKTOPHOE pac-
CTPOICTBO, BBIZBAHHOE TE€HETMYECKUMHU (DakTopamMu U
(bakropamMu OKpyIKaloONel cpefbl. JTUOJIOTHYECKas TeTe-
POreHHOCTh, U3MEHUNBAST TIEHETPAHTHOCTh U MIUPOKas de-
HOTHUIINYECKAS [IeHOTPOIINS B HACTOSIIIIEE BPEMSI TIPU3HAHBI
pacripocTpaHeHHbIMU XapakTepucTukamu renetrku PAC.

B cBs1311 ¢ 3TUM TIPECTABIIAIOT 3HAYNTEIBHBIN UHTEPEC
MOAPOGHBIE OTUCAHIIST CEMEITHBIX CJIYYaeB, B KOTOPBIX 06-
HAPY’KUBAIOTCSI T€ WIN WHBIE HAPYIIEHUS TeHOMa, COTIPO-
BOXK/IAIONIIECS HAPYIIEHUSIMA QyTHCTHYECKOTO CIEKTpA.
B Hacrosmieii cratbe IPUBOAATCS JAHHBIE KOMIIJIEKCHOTO
JIOHTUTIOJTHOTO TICHXOJIOTHYECKOTO U HelipodH3roIormde-
CKOTO UCCJIENIOBAHMST TPEX CHOCOB ¢ CUMITTOMAMH HapyIITe-
HUSI Pa3BUTHSI, Y KOTOPBIX OOHAPYKEHBI T€ UJIN UHbIE Te-
HeTHYeCcKe HapyIeH s, YHAC/IeJOBAHHbIE MU OT UX OTIIA.

MaTepI/IaJIbI 1 METO/IbI HCCJIECJIOBAHU A

HcnbiTyembie: Math, oTell U Tpoe jereil (cTapuinii
cbiH A., cpeanss poub b., muaxmuii ceia B.). Kano6sr:
HapylleHue pa3BuTus y Beex Jereil. MccaenoBanue rnpo-
BOIUJIOCH 4 pasa B Tedenue 5 jet. CrapiieMy MaJbuuKy
B [IEPHUOJL IEPBOTO BU3UTA OBLIO 8 JIeT 5 Mec., BO BpeMst
nocaeanero — 13 et 4 mec.; neBouke 61O 4 T. 5 Mec.
n 9 seT 4 Mec. BO BpeMsi TIOCJIeTHETO BU3UTA; MJIAJIIIIEMY
MaJIbuMKy B IEPHO/I TIEPBOTO BU3uTa ObIo 2 . 8 Mec., BO
BpeMs MoceiHero — 7 jieT 7 Mec.

Marepu BO BpeMmsi 1epBoro o0cienoBaHust ObLIO
33 roga, ority — 34 roga. Takum 06pa3oM, MaTh poauia
nepsoro pebenka B 25 jiet, nocaegHero — B 30 ser.

BepemenHOCTh M PO/IBI TPOTEKAIN BO BCEX CAYYASIX
6e3 ocIoKHEHNH. 3aepsKKa TICHXOPEYEBOTO Pa3BUTHS
Habsoanach y BCex JIeTel, IprueM y cpeaHero pebeH-
Ka — JIeBOUKM — OHa Oblia HarboJjiee 3aMeTHA U PaHb-
1e BbIzBasia OeCIoKoicTBO y poauresneit. Ha ocHoBanuu
KOHCYJIbTAIINY TICUXUATPA JAETSIM OBLIN BBICTABJIECHBI
CTIeIYIOITe ANAarHO3bl:

A., crapmuii pebeHOK, MY/KCKOTO T10J1a, — CHHIPOM
ne@UITa BAMMAHUS C TUIIEPAKTUBHOCTBHIO;
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B., cpentuii pebeHOK, AeBOYKA, — PaHHMIl IEeTCKUii
ayTH3M;

B., Mmimaammii u3 geteit, MaTbuInK, — 3a/iepKKa TICUXO0-
PEYEBOro Pa3BUTHSI.

Ilcuxosornyeckoe uccieaoBanue: ObLIN UCIIOIb30-
BAHBI METOJIBI, BXOJSATINE B TIPOTOKOJ IMATHOCTHYECKOTO
00C/IeIOBAHNS TIPU MIO03PEHIN HA PACCTPONUCTBA ayTH-
CTUYECKOTO creKTpa [2].

1. Ilkanma azanTUBHOIO M[OBeLeHUs Bailtemn
(Vineland Adaptive Behavior Scale — VABS); nossosister
BBISIBUTH OOIIUN YPOBEHD PA3BUTHSI a/IAIITUBHBIX HABbI-
KOB, OIIEHIBAS UX TI0 YeThIPEM cepaM SKU3HenesITeTbHO-
CTU: KOMMYHUKAIIV, TIOBCETHEBHBIE JKUTEHCKIE HABBIKH,
COITMAJII3AIINsT, MOTOPHBIE HaBBIKW. CpenHuil (HOpMaTHB-
HBII) ypoBeHb passuThs cooTBercTByeT 100115 Gasumam.

2. Tect unrennexkra KABC-II (Kaufman Assessment
Battery for Children); mosBosisier oIleHUTH YpOBEHB
pasBUTHSI HeBePOATbHBIX KOTHUTHBHBIX CIIOCOOHOCTEN
B Bue OOIIETO WHIAEKCA HeBepOATBHOTO WHTEJIEKTA,
cpejiliee HOPMAaTUBHOE 3HaYeHUEe KOTOPOTO COOTBETCTBY-
et 100 6ammam (+15 Ganios).

3. ConumanbHO-KOMMYHUKATUBHBIN orpocHuk (SCQ)
SIBJIIETCSI OCHOBAHHOI HAa OIPOCE POAUTEJNel CKPUHUHIO-
BOI METOIVMKOI, TIOMOTAIOIIEil BBIIBUTh CUMIITOMBI, CBSI-
3aHHBIE C PACCTPONCTBAME Ay TUCTUYECKOTO crieKTpa. biank
«B Teuenme KU3HM» 3AMOTHSIETCS C YIETOM BCeil NCTOPUT
PasBUTHsI PeOEHKA, 1 €r0 MCIIOJIb30BaHIE JIACT PE3YJIbTAThI
(Bbirre 15 6a/uioB Jist Beex crydaes, Boitie 12 6anios, eciu
€CTh COITYTCTBYIOTTHE (DAKTOPBI, TAKKE KaK HACIE/[CTBEHHAS
OTSITOIIIEHHOCTh ), KOTOPbIE MOTYT OBITh OCHOBAHHUEM JIJIst
HarpasJieHus1 Ha GoJree TIoAPOOHOE 06CIEI0BAHME.,

Heiipodusnosoruueckoe uccieaoBaHue: BCEM THC-
MBITYEMBIM TTPOU3BOINIIN 3arich DI B COCTOSTHUU TT10-
Kos (C 3aKPBITBIMU TJ1a3aMu ) 0T 16 371eKTPO/I0B, pacmoJio-
JKeHHBIX 110 crcteMe 10—20% B ciienyionmx 30HaX KOPbI
rososHoro mosra: F3, F4, F7, F8, C3, Cz, C4, P3, Pz, P4,
01, 02, T3, T4, T5, T6, ¢ 06beaHEHHBIM YIITHBIM 2JI€K-
tponoM (A1 + A2) c momomisio cucrembl Neuro-KM EEG.
He menee 20 6e3apredakTHbIX OTPE3KOB JJIMHON B 1 ce-
KyH/Ly nojiepraiu mpeodpasosatuto Dypbe i1t onpejie-
JICHUS CTIEKTPATTbHOM MOTITHOCTH JIJIST CTAHIAPTHBIX TI0JIOC
qyactoT (nesnbra — 1—4 Ty, rera — 4—7 'y, anbha — 8—13
I'u, 6era-1 — 13—20 Tir u Gera-2 — 20—30 T'p) u yskux
yacToTHbIX 110s10¢ (1 I'11). 3HaYenns cpaBHUBAIUCD C HOP-

MaTHBHOM 6a30ii JaHHbIX DI TUIIMYHO PasBUBAIOIINXCS
JieTel, OPraHu30BAHHbBIX B BO3PACTHbIE TPYIIIBI 110 1 roy.
CnexrpanbHblii ¥ KorepeHTHbIi aHaau3 AT mposo-
JIVLITN TP TTOMOTITH TTPOTPaMMBbI Brainsys Bcem UCTIbITYe-
MBIM JIJIST KayK/IOTO U3 CTaHAaPTHBIX OTBEIECHU CHCTEMBI
10—20 % c mrarom 1 T'f 1 1711 CTaHAAPTHBIX YaCTOTHBIX
JManasoHoB (zesbTa, TeTa, aiabda, 6era-1 1 Gera-2).

PeByJIbTaTbI HCCJIE€J0BaHUA

ITocsie TEpBOiT KOHCYJIbTAUU POIUTENSIM  OBLIO
MPE/IIOKEHO ClIeIaTh TeHeTUYeCKoe HCCIe/IoBaHe BCeM
yieHaM ceMmbd. VccienoBaiuch MUKPOAEIEIIMM M MU-
KPOJyIJIMKAIIMY FeHOMA.

1. I'enetnueckoe uccieroBanue

B xome remeTHyecKoro 06CTEMOBAHUS § MAaTEPU Te-
HETUYECKUX aHOMAJIUH BBISIBIEHO He OBLI0. Y OTIIa BbI-
SBJICHBI YEThIPE TIEPECTPOIKN B PA3HBIX yYaCTKaX Xpo-
MocoM 6, 8 u Y. Y crapiero cbiHa (A.) BBIABICHA Ta Ke
MepecTpoiika, 4TO U y OTIIA, B ITTAHHOM IJIede XPOMOCO-
Mmbl Y. Takske y Hero oGHapysKeHbl JiBe HOBBIE IEPECTPOIi-
KI: B JUIMHHOM IlJIedye XPOMOCOMBI 1 M KOPOTKOM ILiede
xpomocoMmbl Y. ¥ cpennero peberka — godepu (B.) Bbi-
gBJIeHa Ta Ke MyTallus, 4To U y OTIa, B XpoMocome 8.
¥ muragmiero ceina (B.) BBISIBIIEHBI Te JKe MyTalllH, YTO U
y otiia, B Y-xpomocome (tabmuia 1). Cieayer 3aMeTuTh,
YTO B KaK/[OM CJIydae IIPON30IIJIa TYTIITHKAIIS YIaCTKOB
XPOMOCOM, TIOBTOPBI B KOTOPBIX OBLIN BBISIBICHBI Y OTIIA.

2. IIcuxosioruyeckoe uccjieJ0BaHue

Iletn Gbuin 00CJEOBaHbI 4 pasa B T€UEHUE 5 JIET.
B rtabnuie 2 mpexcrabieHbl 0600LUIEHHbIE PE3YIbTAThL
MICUXOJIOTHYECKOTO 0OCIIEI0BAHUS HA MOMEHT TIEPBOI 1
nocJjeiHell BCTpevyu ¢ ceMbeil.

Hcnbrryemprii A. (crapimii peOeHOK B CeMbe, MaJTbUHK)
GBLT 06CIIEIOBAH YETBIPE Pa3a ¢ MOMOIIBIO CEAYIONIX Me-
romuk: [Ikana agantusHoro nosexenust Baiinnena, Tect
unteiekra KABC-II,  Conmanbno-KOMMYHUKATHBHDIH
ormpocank SCQ. Ilpu mepBoM Bu3WTe POIUTENH >KAJO-
BaJICh HA MPOOJIEMHOE MoBezieHre pebeHka. B Mutaiem
BO3pacTe OHU OTMEYATM YMEPEHHO BBIPAsKCHHYIO 3aJI€PiK-
Ky TICUXOPEYEBOTO PA3BUTHS, THUIIEPAKTUBHOCTD, MeDUITUT
KOHIIEHTpaIui BHUMaHUsI, (heOGpuiibHbie cypopori. Pebe-
HOK He 1tocetnan JIOY, poanTesm MHOTO 3aHUMAJIICH C HUM

Tabsmmna 1
PeByJI])TaTbI T€HETHYECKOro OGCJIeIlOBaHI/Iﬂ HeTeﬁ u pOIlI/ITeJIeﬁ
Jlokycht 1q21.2 | 6p22.1, p21.33, p21.32 8q24.23 Yp11.2 Yqi1.23 | Yqii.1, q11.21
Martb - - - - - -
Orerg - + + + + -
A. + - - - + +
b. - - + - - -
B. - - - + + -

IIpumeuanue: CTPOKU COOTBETCTBYIOT PA3HbIM YWIEHAM CEMbH, CTOJIOIBI — JIOKYCaM, B KOTOPbIX ObLiI OGHAPYIKEHBI T€ UJI WHbIE
MEPECTPONKH. JHAK «+» yKa3bIBaeT HA HANIEHHYIO B IAHHOM y4YacTKe IIepecTPOiiKy Y KOHKPETHOTO UCIIBITYEMOTO.
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ZIOMa CaMOCTOSITEJIBHO. B MaccoByIo 1TKOITy mores BoBpe-
MsT, YIUIICST TTO 061TIe06Pa30BaTENbHBIM TIPOrPAMMAM.

YPpoBeHb afanTalui BO BCEX CIAYYAsIX OIEHUBAJICS
KaK YMepeHHO Hu3Kuii (82 Gasia mpu epBoil BeTpede u
77 GaioB — mnocyegHee usMepenue). Heemorpst Ha To,
YTO PE3yJIbTAT B CTAHAAPTHBIX OAJITAX YMEHBIITHIICS, ChI-
pbI€e OIEHKH 0 KaKIOH OTAeNbHOM chepe (KOMMYyHNKa-
I¥s1, COIUAJINBAIINSI, TOBCETHEBHBIE OBITOBBIE HABBIKH) C
BO3PACTOM YBEJUYUIUCH. DTO CBSI3AHO C BO3PACTAHUEM
TpebOBaHMiT K PA3BUTUIO M aBTOMATHU3AINN HABBIKOB B
TeyeHue JKU3HU, TO ECTh CHUKEHME CTaHIAPTHBIX OalJIOB
CBSI3aHO C HEJOCTATOYHOI CKOPOCTHIO PA3BUTHSI HABBI-
KOB, a He C UX perpeccoM. B mpocduiie pazsurtust aganta-
1y HanboJiee CUITbHON CTOPOHOM Y UCTIBITYEMOTO A. sIB-
nsteTcs chepa KOMMYHUKAIIH, HauMeHee pa3BuTa chepa
COIMAJTUBAIINH.

WccenenoBanne HeBepOAIBHOTO MHTEJIEKTA UCITBITY -
eMOT0 A. TIPOBOIMJIOCE IBAXK/IBL: B BO3pacTe 8 jieT 5 Mecsi-
ues u 9 ser 11 mecsues. MHaexce HeBepOanibHOIO HHTEI-
JiekTa yBenuuics ¢ BospactoM (¢ 97 1o 110 6asios).

Cymma Gammo o SCQ (6iaHK «B TEUEHUE KU3-
HI») — 3, 4TO CBUJIETEILCTBYET 06 OTCYTCTBUM TIPU3HA-
KOB ayTUCTHYECKUX PACCTPOICTB Y UCHBITYEMOTO.

Takum 06pa3oM, y Maib4iKa He BbISIBJIEHBI Ay TUCTHU-
YyecKue HapYyIIeHWs U He HapyIleH WHTesiekT. [lpn mo-
CJIeJIHEM BU3UTE B BO3pacTe 13 JieT BBISICHEHO: MAJIbUUK
YCIENTHO 06y9aeTcst B MACCOBOM TITKOJIE, OKa3bIBaeT MO-
CUJTBHYIO TIOMOTI[b POAWTEJSIM B TTOBCEIHEBHBIX JIeJIaxX
CeMbH, IPUBSI3aH K CBOUM cecTpe 1 Gpary.

[To manHBIM Bu3yasbHOTO aHamm3a DI, B Bo3pacte
8 et ipu iepBoM obcsteoBarnu B AT Ha hore chopmu-
POBAaHHOTO BO3PACTHOTO ajibha-pPUTMA B BUCOUYHBIX 30HAX
KOPBI JIEBOTO MOJTYIIAPHST OBLIT 3aPETUCTPUPOBAH OUAT IITH-
JenTiOPMHOI AKTUBHOCTH B BUJIE BBICOKOAMILTUTYIHBIX
KOMILIEKCOB «OCTpasi-MeJ[JIEHHAsT BOJHA» C PACIPOCTpa-
HeHUeM Ha TeMEHHO-BUCOYHbBIE U 3aThLIIOYHbIE 30HBI KOPBI
sesoro monyniapust. Ilpu crnexkrpamprom anammze I
OTMEUYEHO YBeJMYEHUE YPOBHS ME/[JIEHHOI aKTUBHOCTH B
3aTBITIOYHBIX U BUCOUYHBIX 30HAX KOPBI JIEBOTO MOJIYIIAPHUsT

TI0 CPABHEHUIO C «BO3PACTHOI HOPMOii». C BO3pacTOM a1i-
senTr(OpPMHAsT aKTUBHOCTD ITOJHOCTHIO PeYIIMPOBAJIAC,
OJTHAKO COXPAHWJICSI TIOBBIIIEHHBI YPOBEHB /€JbTA-aK-
TUBHOCTH B 3aTBLIIOYHBIX 30HAX KOPHI JIEBOTO TIOJTYTIAPUST
roJloBHOTO Mo3ra. KosmyectBeHHble okazaTesnn III ne-
MOHCTPUPOBAIN TIOJOKUTENBbHYIO BO3PACTHYIO INHAMUKY.

HUcnbiryemas B. (cpentuii peGeHOK B ceMbe, JI€BOU-
Ka) ObLaa TPUsKAbI 00C/Ief0BaHA C IIOMOILBIO IIKAJIbI
QIalITUBHOTO IOBefieHUsd BaiiHnens, a Takyke cOIUAJIb-
HO-KOMMYHHMKaTUBHOTO orpocHunka SCQ. Ilpu nepoit
BCTPeue PouTeell BOJHOBAIY BbIPAYKEHHbIE TPYAHOCTI
KOMMYHUKAITIH, [Ie3a[aIITUBHOE TIOBE/IeHIe, BHAUUTEb-
Has 3ajlep’KKa IICUXOpeyeBOTro pa3BuTusi. B Bospacre
4,5 net gesouka He nocemana JLOY, sanuManacs 1oma ¢
pomuresnsimi. B Bospacre 6 et geBouke ObI BHICTABIEH
nuarno3 PAC n HazHaueHa HelpoJIenTHYecKast Teparims.

Bo Bcex Bospactax ypoBeHb ajlanTaifiy OIeHUBAJICS
KaK HU3KWI ¢ yMepeHHBIM JIe(hUITUTOM B 4 rozia 6 MecsiieB
(50 cr. 6asnoB) 1 TsKeNbIM geduiuToM B 6 T 9 Mecs-
1eB (38 cr. 6awion). CHIKeHMe MOKasaTesieil B Moce-
HeM o0cJiefoBaHuy ObLIO CBSI3aHO C DIIM30I0M perpecca
B Pa3BUTHH, ITPOU3OTIEAIINM B Bo3pacte 6 jiet (0 JaHHOM
(akre coobiuia MamMa), ¢ ITOCIEAYIONIUM Y/IydIIeHIeM
K 7 TOJaM, CBSI3AHHBIM C BBeJlEHUEM MeIUKAMEHTO3HOI
TOZIZIEP’KUBAIONIEN TEPAITUH B BUJIE TIPUEMA PUCIIOJIETITA.
Bouti vceeoBanbl OT/ebHbIe 06JAaCTH aJallTHBHOTO
TIOBE/ICHNST W BBIABJIEHBI CJIEIYIONINE 3aKOHOMEPHOCTH.
Bo Bcex Bospacrax Haumbosiee CHJIBHOW CTOPOHOI y HC-
nbiTyeMoii b. siBisietcst cpepa MOTOPHBIX HABBIKOB, HAW-
MeHee Pa3BUTHI c(hephl COMMATN3AINN 1 KOMMYHUKAITAH.
WurepecHo, uro B Bo3pacte 5 jet 11 MecsiieB oTMedanoch
CHIKeHUE ChIpbIX Gasuios (1-e obcaenoBanue — 25 HGaj-
JIoB, 2-¢ obcuenoBanne — 15 Ganos, 3-e — 27 6anioB)
u obiero crangapraoro 6asia mo mkaje «KommyHuka-
[Us», YTO YKA3bIBAJIO HA YXY/IIEHIE B PA3BUTUU KOM-
MYHUKATUBHBIX HABBIKOB B 9TOM BO3PACTHOM IEPHOJIE C
TIOCJIeIYIOTIUM YJITydIlIeHeM B Bo3pacTe 6 et 9 MecsiiieB.

CounanbHO-KOMMYHUKATUBHbII  OIpocHUK (GJIaHK
«B Teuenmne :xu3HMY ) 3aMOMHSIICS POIUTEISIMU 71T BO3-

Tabmuma 2
0060011 eHHbIE PE3YIBTATHI IICUHXO0JOTUYECKOTr0 00CI€I0BAHUS UCTIBITY EMbIX
HUcnbityemsiii, Bozpact | Cr. 6amisl — 00muii yposenb aganra- | 3uavenus 1o SCQ | Ouenka neBep6ajibHOrO HHTEJLIEK-
(Ha MOMEHT NePBOTO M 1O- | IIMK (Ha MOMEHT 1epBoro u nocienHero | (popma «B Teye- | Ta (Ha MOMEHT EPBOTO M MOCTE/-
cJiejiHero 00cjae10BaHusl ) o0cJe10BaHus ) HHE SKU3HU> ) Hero o0cie10BaHys )
Wcnpityembrii A.
8. 5M. 82 cr. Gasia — HuzKe cpeHero ypopus | 3 Gasia 97 6aJI0B — CpeHuii ypoBEeHb
13 1. 4 m. 77 cr. 6aJJIOB — HUJKE CPEHEro YPOBHS OtcyTerBre pUcKa | 11() Gawios — Bbiiie CPEeIHETO YPOBHST
Wcnpityembrii b.
4T1.6M. 50 cT. 6aJ1/10B — HU3KUH YPOBEHD C 18 6asnos Tect nemocTymen 17151 IpoBeIeHUs
YMEPEHHBIM JIeHUINTOM Bricoknii prck 13-32 BBIPAJKEHHBIX TIOBEJIEHUYECKUX
6.9 m. 38 c1. 6a/oB — HUBKUIT yPOBEHb ¢ npobiiem
ryGOKUM AePUITUTOM
Ucnbityembrii B.
2r.8 ™. 40 cT. 6a1710B — HU3KUH YPOBEHD C 14 Ganos Tect HemocTyTIEH /7151 TIPOBEIEHNIS
yMepeHHbIM JIe(hUInToOM IToporoBoe 3Ha- | M3-32 BBIPAKEHHBIX TTOBE/IEHUECKUX
4dr. 11 m. 51 cr. 6aJu1 — HUBKUI YPOBEHD C yMe- IeHHe npobem
PEeHHBIM 1eUITITOM
36 AyTV3M 1 HapyLleHus pa3suTia. T. 18. N2 2 (67). 2020

Autism and Developmental Disorders (Russia). Vol. 18. No 2 (67). 2020



Tyushkevich S.A., Mamokhina U.A., Danilina K.K., Pereverzeva D.S., Salimova K.R., Gorbachevskaya N.L.
On the Mechanisms of the Occurrence of Autism Spectrum Disorders: a Family Case Report.

Autism and Developmental Disorders. 2020. Vol. 18, no. 1, pp. 32—40

pacta b. 6 er 9 mecanes. Cymma 6ajios — 18, uro mpe-
BbIIIIAET IIOPOrOBOE 3HAYeHMe U YKa3blBaeT HA BbICOKUI
PUCK HAJIMYUS PACCTPONCTBA ayTUCTUYECKOTO CIIEKTPa.

VY nesouxu 1pu epsom I obcnegoBannm ObLI 3a-
peTUCTpUpOBaH (hparMeHTapHbIN anbda-puTM B Mojoce
8—10 I'tr B 3aTHIJIOYHBIX 30HAX KOPBI U TIOBBITIIEHHOE CO-
nepskanue Oera-1 1, ocobenno, 6era-2 (cBbiie 3-X cTaH-
JAPTHBIX OTKJIOHEHNUI ) aKTUBHOCTH, OOJIbIle B TEMEHHO-
3aTBIJIOYHBIX U JIOOHBIX 30HAX KOPBI TOJIOBHOTO MO3Ta,
a Takxke nuddysnoe yBeaudyeHue ypOBHS MeJIEHHOMN
akTuBHOCTH. Takske GblIa OTMEUEHA PEaKIUs CJIeN0Ba-
HUsE 32 PUTMOM paszpaxkenust B 6eta-1 u Gera-2 mosocax
yacrtor. Takoit tun T coxpaHsiiics 1 B Bo3pacTe 5 U
6 net. B 9 et na pone repanuu Heitposentukamu B 9T
CHUBWJICSA YPOBEHb (eTa-2 aKTUBHOCTH ¥ YBEJTUUNIICS
ypoBeHb Oeta-1 akTUBHOCTH, KOTOPBII B HACTOSIIIEE Bpe-
Ms TIPeBBINIAET 3 CTaHIAPTHBIX OTKJIoHeHus. [TokasaTe-
Jin anbha-puT™Ma 1Mo YacToTe B HOPMATUBHBIX TPaHUIIAX,
aMILIUTYy/Ia W WHJAEKC CHUKeHbl Takum obpazom, DIT
JIEBOYKH Ha IPOTSIKEHUH BCEX MSATH JIET HAOJIOIEHUSI Jle-
MOHCTpUpOBaJa naTTepH I, XapaKTepHbIii 71 1eTeii
C PacCTPONCTBAMU AyTUCTUYECKOTO CHEKTPA: MOBBITIECH-
HBIIl YPOBEHb MEJIEHHON aKTHMBHOCTU ¥ GeTa-aKTHBHO-
CTU 1 JIeOUITUT aKTUBHOCTHU aJTba-1os1ochkl yacTor [1].

Hcnbityemsiit B. (Miammii peGeHOK B ceMbe, MaJib-
yuK) GBI TPHSKABI OOcjenoBaH ¢ momomibio [Tkasbr
aJIAlTUBHOIO 1oBejleHus Baiinsens, a taxke Coruanb-
HO-KOMMYHUKaTUBHOTO omnpocHnka SCQ. IIpu mepom
BU3WTE POAUTETH ObLIN 0OECIIOKOEHBI 3aIEPIKKOI TCH-
XOPEUEBOTO Pa3BUTHsSI ChIHA, KOTOPasi, OAHAKO, ObLIa
MeHee BBIPaKEHHOM, 4eM y ero cecTpbl. PeGeHoK He mo-
ceman OV, npu 1ocieanemM BU3UTe MalbykK ObLI Gec-
MOKOEH, ¢ HUM OBLJIO TPY/IHO YCTAHOBUTH KOHTAKT, OH OT-
Ka3bIBAJICS BBITTOJHATH 3a[aHU.

Bo Bcex Bo3pactax ypoBeHb aJialiTaly OIeHUBAJICS
KaK HU3KUI ¢ yMepeHHbIM jieputiutoM (B 2 rojia 8 MecsiiieB
n 4 rona 11 mecsnes) u ¢ Markum geduiutom (B 4 roga 1
Mmecdir). Takoli marTepH cBg43aH ¢ 3aMe/JIeHUeM Pa3BUTHA
MOTOPHBIX U IIOBCEHEBHBIX KMTEHCKUX HABBIKOB y B.
rtocJte 4 sret. OneHuBaHMe OTAEIBHBIX 00IacTel ajalThB-
HOTO TIOBEJIEHUS BBISIBUIIO CJIE/IYTOIIIE 3aKOHOMEPHOCTH.
Bo Bcex BozpacTtax HanGoJsiee CHIIBHON CTOPOHOM ¥ UCITBI-
TyeMoro B. siByigercs cepa MOBCeTHEBHBIX U MOTOPHBIX
HABBIKOB, HaMMeHee pa3BuTa cdepa KOMMYHUKAIUU U
cormasm3anuu. OfHAKO JIMHUSA Pa3BUTUS HABBIKOB CO-
UATTM3AIMY 1 KOMMYHUKAIIWN, B OTJINYKME OT HABBIKOB B
MOTOPHOII 1 OBITOBOM chepax, uMesia HellPEePbIBHBII 110-
JIOKUTEJILHO [TPOTPECCUPYIONTNHI XapaKkTep.

Cymma Gammos o SCQ (6smank «B Teuenue xus-
HU») — 14. YuurbiBas HeOJArONpPUATHBI ceMelHbII
aHaMHe3 TI0 HAJTMYHIO ¥ IBYX JAPYTHX CHOCOB 0COGEHHO-
CTeil B Pa3BUTHH, JJAHHOE 3HAYEHWE MOXKHO PaccMaTpu-
BaTh KakK JIOCTATOYHOE JIJISl OTIPEIeJIEHUS B IPYTIILY PUCKA
110 Pa3BUTHIO Ay TUCTUYECKUX PACCTPONCTB.

Mo manupiM DI, y MasTburKa MOTPAHWMYHBIE HAPY-
nreHust GUO3IEKTPUIECKON aKTUBHOCTH Mo3ra. Asbdha-
PUTM B TI€JIOM B HOPMATHUBHBIX I'PDAaHUIAX, HO CHUKEHO
coJiepKaHue <«dMOIMOHAIBLHOTO» TETA-PUTMA, U TMTOBBI-
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IeH ypoBeHb (eTa-2 aKTHMBHOCTH. 3HAKOB JIOKAJIbHOI
OPTaHMYECKON MMATOJIOTUN He BBISBJIEHO.

brrto takske mpoBeeno uccenosanue A1 pogureeii.
V orna, no ganubM DIT-KapTupoBatust, OblT 0OHAPYKEH
YMEPEHHBII Ie(UITAT aKTUBHOCTU alib(ha- W TETA-TIOJOCHI
YACTOT B JIOOHO-TIEHTPAJIBHBIX 30HAX KOPbI 1 JOCTOBEPHBIN
nedurut 6eta-1 MoTOCH YaCTOT B 9THX 30HAX KOPbI FOJIOB-
HOTO MO3Ta. Y MaMbl, HAIIPOTUB, OTMEYAJIOCDH I0CTOBEPHOE
yBesmuenue ypoBHst Geta-1 u 6era-2 akTHBHOCTU B JIOGHO-
LIEHTPAJIBHBIX 30HAX KOPBI FOJIOBHOTO MO3Ta.

O6cyskaenne

B ommcanHoOIt ceMbe Y MTPAaKTHUECKH 37I0POBBIX POIH-
TeJIeN POIUITMCH TPOE JIETEN ¢ TeMU WU WHBIMU HapyTiie-
HUSAMU (QYHKIIMOHUPOBAHUS. J[eTH POIUIICH Y MOJIOJIBIX
poauTeseli, He UMEBIIUX BPEIHBIX MTPUBBIUYEK. [eHeTmue-
CKUIT aHATTN3 OOHAPYIKIT PA3INIHbIe HAPYIIIEHNS TeEHOMA
(CNV) y Bcex JieTeil, pruyeM Tpy U3 HUX ObLIN YHACTIEI0-
BaHBI UMM OT OTIa. KpaiiHe BaKHBIM ABJISCTCSA TO, UTO Yy
JieTell CYIeCTBEHHO YBEJNYUIOCH KOJUYECTBO TOBTOPOB
B TeX K€ yUaCTKaX XPOMOCOM, B KOTOPBIX ObLJIM FEHOMHBIE
aHOMAJINK y OT1A. B IBYX ciIyyasx: y JOUYKM U MJIAJIIIETO
ChIHA 9TO OBUIN €IMHCTBEHHBIC BBIABICHHBIC aHOMAJIH.
B oTsmume or 3THX ABYX CJIydYaeB, B TEHOME CTapIIero
CBIHA, TOMUMO HapyUIeHus B Y-XpoMocoMe (TaKoro Ke,
Kak W y Muafmero 6pata U OTIia), ObUTH 0GHAPYIKEHbI
2 nosble MyTanuu: B xpomocome 1 u Y-xpomocome, uTo
MOKET TOBOPUTD O HECTAOMIBHOCTH €T0 TeHOMA.

B omHOM ciydae m3 Tpex 3HAUMTEJNbHOE YBETMUCHUE
YHACJIEJOBAHHOTO OT OTIAa M3MEHEHHOTO YYacTKa XpO-
MOCOMBI 8 MOKHO CB3aTh C HapylleHUeM (PYHKIIMOHU-
pOBaHUS OIPeNeJeHHbIX T€HOB 3TOI XPOMOCOMBI, YTO
[IPOSIBUJIOCH B TUArHOCTUPOBAHHOM IICUXUATPAMU U TOJI-
TBEPIKCHHOM METOJIAMU TICUXOJIOTHYECKOTO 00CIe/10Ba-
HUSI PACCTPOICTBE Ay THCTUYECKOTO CTieKTpa. Panee Obim
OITMCAHBl HAJTMYNE PACCTPOIICTB B CIIEKTPe ayTH3Ma y Ha-
IIIEHTOB C MPUCYTCTBUEM TeHHBIX HAPYIIEHWIT B yUacTKe
XPOMOCOMBI 8, GIIM3KO PACTIONOKEHHOM K OOHAPYKEHHO-
My B HallleM CJIydae AYTUIAIAPOBAHHOMY YYacTKy 9TOM
xpomocombl [15]. T meBoukn Obima XapakTepHa st
nereii ¢ PAC: y Hee ObLT BRIDasKEHHBIH eUIHT anbha-
pUTMa U CYIIECTBEHHOE yBeJudeHue ypoBHst Gera-1 u
Gera-2 aktuBHOCTU. DI JIEBOUKHU 110 CBOEMY TATTEPHY
okazanach 6auska k DII ee mMarepu: B 060UX CIydasx B
I3OT' npeobiamaiy peryisiTopHble HapyIIeHMs, CBUIE-
TeJIBCTBYIONINE O JedUIUTe TOPMO3HBIX IIPOIECCOB B
ITHC. To ecTb 6bLIN BBISBJIEHBI TOTIOJTHUTENBHO 0COOEH-
HOCTU (DYHKIIMOHUPOBAHUS €€ HEPBHOI CUCTEMBI, yHACIe-
ZOBaHHBIE €10 OT MaTEePH, BO3MOKHO ITPUBEJIIITHE K TAKOMY
VTSKETEHUIO KITMHIYECKOH KapTHHBL

VY crapiuero M MIIAJIIIETO ChIHOBEH ObLIN BBISIBJIC-
HBI OIMHAKOBbIE MYTAIUU B Y-XPOMOCOME, U TIOCKOJIBKY
KJIMHIYECKAsT KapTHHA JieTel CYIIeCTBEHHO pPa3/nyiaach,
HEJIb3$1 CBSI3ATh 3T CJIy4au C BBISABJIEHHON MyTarueil. Tem
GoJiee UTO B JIATEPATYpPe paHee He BCTPEYAIOCH OIMCAHIE
MOI0OHBIX TTOBEJIEHYECKUX HAPYIIEHUIT TPU MYyTaIUsIX B
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xpomocoMe Y. Y MJTaIIIero CblHa ay THCTHIECKIE Hapylie-
HUst GBLTN BBIPASKEHBI CYIECTBEHHO MSITYE, YEM Y IEBOUKH,
u guartos PAC emy He 6bi1 BbicTaBsieH. [1o ganubiv DT,
y Hero ObLIM BBISBIEHBI OIPEIETCHHbBIE PETYJISITOPHbBIE
HapyIIeHNsT B BUJIE TTOBBIIICHHOTO YPOBHS 0eTa-2 akTHB-
HOCTH, 4TO XapaKTePHO JIJIS ZIeTell ¢ ayTHCTUYECKIMU Pac-
CTPONCTBAMU; HAPYIIEHUS GBI BHIPAKEHBI CYIIIECTBEHHO
caabee, YeM Y CECTPBI, U, O-BUIMMOMY, OBLIH, KaK U Y HEe,
yHACJIeIoBaHbl OT MaTepH. 1Ipu aToM crieKTpaibHble Xapak-
TEPUCTUKY a/Tb(Pa-aKTUBHOCTH Y MaIbuiKa ObLIM B HOpMa-
TUBHBIX I'PAHUIIAX, YTO He XapakTepHo Jis feteit ¢ PAC.

V crapiuero peberHKa ¢ TAaKOi ke FeHEeTUYECKOI MyTa-
el B Y-XpoMocoMe, Kak 1 y Opara, yHacJIeZ0BaHHON OT
0TI1a, He GBIIO 0GHAPYKEHO HUKAKUX Ay THCTUYECKUX MO-
SIBJIECHUI W WHTEJJIEKTYaJIbHBIX HapyineHuit. B 93T or-
CyTCTBOBAJIM U3MeHeHus, XapakTepubie g PAC, 1 ona
CYIIECTBEHHO oTinyaiach oT DIT ero marepu u cubGCoB
mo aToMy Tokazartemio. [loBeseHYeckue MPOSBICHUS Y
Hero ObLIH, CKOpee BCETo, 00YCITIOBIEHBI PE3ULYaTbHO-
OpPraHUYeCKUMU HAPYIIEHUSMH, KOTOPbIE MPOSBJISINCDH
B JIOIITKOJILHOM U MJIQJIIIIEM IITKOJIbHOM Bo3pacte. B 93T
B 9TOT BO3PACTHON MEPUO]] PETUCTPUPOBAJICS OYar HIIU-
JentuOopMHONl AKTUBHOCTH B T€MEHHO-BUCOYHBIX 30-
Hax KOpBI JieBoro nosymapus. B 13 ser Habaonanach
NPAKTUYECKU TOJHAS PENYKINS AIHIIeNTH(MOPMHBIX
nposiennit B IIT. [loBesenueckne HapyieHns: TakKe
MOJTHOCTBIO OTCYTCTBOBAJIH B 9TOT BO3PACTHON TTEPHOI.

B sakJmfoueHne X0Tesn0ch Obl OTMETUTD, UTO HTO MEPBOE
OIUCaHKe CEMEIHOTO CIyJasi, B KOTOPOM TPOE JIeTeil nme-
JIV Te WY WHbIE HAPYIIEHUS B PAa3BUTHH, IPUYEM B JIBYX
CJIyYasiX 9T HapyHIeHUst ObIIIM BHIPAsKEHHBIMU U aCCOITH-

uposasnch ¢ PAC u rpy06oii 3aiepsKKoii TICHXOPEYeBOro
pasBuTHs. Bee uieHbl ceMbU MPOILIN TEHETHYECKoe 06-
cJIe/loBaHKe, pe3yJibTaTbl KOTOPOro 1I0Ka3ajly, 4To y OTIa
MMEEeTCST BBIPasKeHHAs HeCTaOMILHOCTL TeHOMa: ObLmu
BBISIBJICHBI HAPYIIIEHUS B UeThIpeX XpoMocomax. CresiaHo
HCKITIOYNTEHHO BaKHOE HAOMIONEHNE TIO TAHHBIM TeHe-
THYECKOTO aHAJIN3A: BCE JIeTH YHACIEOBAIN 3T My Tallun
C CYIIECTBEHHO YBEJNYEHHBIM KOJMUECTBOM TTOBTOPOB. Y
crapiero pebeHKa u3MeHeHust B Y-XPOMOCOMeE He TIpH-
BEJTM K 3HAUYNTEIBLHBIM HAPYIIEHUSAM TICUXUYECKUX (DYHK-
Ui, OJIHAKO HECTAOMJIBHOCTH ero reHoMa (y Hero ObLiu
0OHapysKEHbI HOBBIE T€HOMHBIE HAPYIIECHUSI B 6 XPOMO-
coMe U Y-XpoOMOCOME) YKa3blBAIOT Ha CYIEeCTBOBAHME
GOJIBINOI BEPOSTHOCTH TOTO, YTO OH MOXKET MEePeaTh UxX
CBOUM IIOTOMKaM. Y /IeBOYKU O4YEHb BBICOKA BEPOATHOCTD
TOTO, 9TO IPUUMHON PACCTPONCTB Ay TUCTHUUECKOTO CIIeK-
Tpa y Hee SIBJSETCS YBeJINYeHHe YyIacTKa 8 XPOMOCOMBI.
Y mmaiero pebenka 1Be MyTarun B Y-XpOMOCOMe, YHAC-
JIe/IOBAHHbIE UM OT OTIIA, TaK K€ KaK W y cTapiiero 6pa-
Ta, BEPOSITHO, HE CBS3HBI C €T0 MCUXUIECKUM COCTOSTHU-
em. Heiipodusnosornueckue nccaeoBaHus MO3BOJISIOT
MIPEITTONOKUTD, YTO OTPEe/IeJIEHHOE CXOJCTBO MATTEPHOB
D3I matepu, Jouepy U MJIAJIIIETO CbIHA MOYKET YKA3bIBATh
Ha POJIb U IPYTUX FeHeTHuYeCKUX (haKTOpOB B IIATOTEHE3€e
ATUX PacCTPONCTB, KOTOpbIie TPeOyIoT Hosiee NETaTbHOTO
reHeTUYeCKOro aHaIM3a.

Taxkum 06pa3oM, JOCTATOYHO MOJTHOE KOMILIEKCHOE
reHeTHYecKoe, ICIXOoJoTmYeckoe U Helipodusnoaornde-
CKOe HCCJIe/loBalle CeMEeIHOro crydas 1103BOJIUJIO PA30-
GpaThCsi B CTPYKTYPE BISIBJICHHBIX HAPYIICHUH 1 BHICKA-
3aTh MPE/IOI0KEHNE O BOSMOKHBIX MX TPUIIHAX.
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