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Pestome. Ha knMH1YeCKoM Npumepe NPOAEMOHCTPUPOBAHO NPUMEHEHME MONEKYNSIPHO-FEHETUYECKUX UCCNefoBaHWI
(MeTofa MoneKynsipHOro KapuoOTUNMPOBAHWA U CPaBHUTENBHOWM FEHOMHOMN rMOpPMAM3aLMK) C Lenblo BepudukaLmm
[narHosa y pebeHka ¢ HeguddepeHUMPOBaHHOW YMCTBEHHOW OTCTaNOCTbIO, POXAEHHOTO Y poauTenen, Kotopble
NofABeprInch pagualroHHoMy obnyyeHuto B pe3ynsTaTe aBapuu Ha YepHobbinbckon ADC. MoauepkrBaeTcs 3HaYeHue
pagvauyoHHOro dakTopa B 3TMOMAaToOreHe3e YMCTBEHHOW OTCTaNoCTW, 3afepXKU MCUXMYECKOTO U (U3KNYecKoro
pa3BUTUS, KOTOPbIE B BONBLIMHCTBE Cy4aeB 0DYCNOBNEHbI aHOMaNUAMU reHoMa.

Summary. The article demonstrates the importance of the diagnosis of undifferentiated mental retardation based on
molecular genetic studies (by molecular karyotyping and comparative genomic hybridization) in a child born from par-
ents irradiated as a result of the Chernobyl accident, in order to verify the diagnosis and determine the significance of
the radiation factor in the etiopathogenesis of the mental retardation, mental and physical development delay as a result
of genome abnormalities.

[Ons umtpoBaHus: MHOXeCTBEHHbIE aHOManuu reHoMa y pebeHka poguTenet, 0bny4eHHbIX B pe3ynsTaTe aBapun Ha YepHobbinbckon ASC:
KnuHuyeckui cnydan /J1.C. banesa, E.H. fkywesa, A.E. Cunsruna, W.10. lOpos // MpakTuka neguatpa. 2003. Ne 2. C. 22-27.
For citation: Baleva L.S., Yakusheva E.N., Sipyagina A.E., Yurov |.Yu. Multiple genome anomalies in a child of parents irradiated as a result of the

Chernobyl accident: a clinical case. Pediatrician's Practice. 2023;(2):22-27. (In Russ.)

BBEAEHUE

C cepenmupl 50-X IT. IPONUIOrO BeKa mocie 6ombap-
nupoBku Xupocumbl y Haracaku Havana OTYeTIN-
BO IIPOCIIEXUBATHCS CBA3b YMCTBEHHON OTCTA/IOCTY U
MUKponedanuy y juL, HOABEPriuIMXcsa AeNCTBUIO O-
HUSUPYIOLIEro M3Ty4eHNs (IpudeM Aake MajbIX 103
pajgyanmu) BO BHYTPUYTPOOHOM IIepuofe pasBUTHA,
4TO NpeACTaB/IeHO B KOMMIOHMKe 1 oT4eTax Hay4noro
KOMUTeTa IO JIeTICTBIIO aTOMHOI paguanuy Opranmnsa-
iy O6benuuennbix Hanuit (1965, 1977).

V3BecTHO, 4TO 1OC/Ie BO3/ENICTBIA IOHU3VPYIOIETO
VI3JTy4eHNS B IaTOreHe3e OO/IbIINHCTBA CTOXAaCTUYECKIX
(BepossTHOCTHBIX) 9((eKTOB MIpalT polb M3MeHe-
HISI HAaC/IeICTBEHHBIX CBOJICTB, B IIEPBYIO OYepenb IO-
Bpexpenne [THK kneroxk [1]. Hanbonee nocroBepHbiMu
TAaHHBIMU, K KOTOPbIM MO>XHO aIleJUIMPOBATh, SBJIAIOT-

sl cooO01eHNs 0 HapyLeHny (OpMMPOBAHYS TOJIOBHO-
rO MO3Ta ¥ YMCTBEHHOI OTCTATIOCTH Y JINLY, OOy YeHHBIX
BO BHYTPUYTPOOHOM Hepuofie passutus [2]. Otu mau-
HbIe TTOATBEPXK/AI0TCA MHOCTPAHHBIMMU M POCCHUIICKUMM
panno61oIoramMim 1 reHe TMKaMy Ipu 00 C/Ief0BaHNUM I0-
HY/IALNY JleTeil 00/Ty4eHHbIX popuTenei [3, 4].

PasBuBarommiica Mo3r sMOpMOHa M IUIOIA CUMTA-
eTcsl 0COOEHHO PafovyBCTBUTENbHBIM [5]. VoHusu-
pyloLas pajuanusa MoBpexjaer OpicTponpormdepu-
pyMolIe Helipo6IacThl B IIepeJHeM MO3re U B APYTUX
OT/le/laX MO3Ta, YTO IPUBOAUT K YMCTBEHHOI OTCTa-
JIOCTY, aHOMA/IMAM PasBUTUA LIEHTPA/IbHON HEPBHOIL
CUCTeMbL. 3HAYMMBIMMU ABIAIOTCA 8—25-4 Hele/N recra-
uuu [3, 6].

Opnako Ha (eHOTUI pebeHKa, BEPOSATHO, MOXET
B/IVATD HE TOJIBKO HEIIOCPEICTBEHHOE IeJICTBE Pajina-
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LIV B TIEPYIOJ] BHYTPUYTPOOHOTO pasBUTHS, HO U pajjyi-
aIIOHHOE BO3JIENICTBIE, OKa3aHHOE paHee Ha I10/IOBbIe
U cOMaTuyecKye KJIeTKM MaTepy, aKTMBHOCTD IPOIjec-
COB OKMC/TUTETBHOTO CTPeCCa, 3alUTHO-KOMIIEHCATOP-
HBIX ¥ BOCCTAHOBUTETbHBIX MEXaHU3MOB [7].

AKTya/mbHOCTb IpOO/IEMBI OOYCIOBIEHA PpacHpo-
CTPaHEHHOCTBIO CPeMN JleTeil YMCTBEHHOI OTCTaMOCTH,
IpUBOZALIeil K MHBa/man3anuu [8, 9]. Ocraercs Hensy-
YeHHBIM BOIIPOC O B3aMMOCBSI3Y Pa/ialiiOHHO - MHAYIIN-
POBaHHOJ FeHOMHOJI HeCTaOMIBbHOCTY € pOpMUpPOBaHU-
eM HenuddepeHINPOBAHHO 3alep>KKM YMCTBEHHOTO
pasButuA y mereit 1, 2 u 3-ro IOKONEHNIL, POXKIEEHHBIX
B CEMBbSIX POZIUTENIelt, 00/TyYeHHBIX B Pe3y/IbTaTe aBapuu
Ha YepHobsuibckoit AC [10].

KNMMHUYECKUI CNYYA

HeBouka 13 7ieT pofunach U MOCTOAHHO IPOXMBAET B
30He C IIPaBOM Ha OTCeJIeHNMe B pe3y/IbTaTe aBapuy Ha
YepHo6b11bcKOI ADC (I/IOTHOCTD 3arpsI3HEHNS TOYBBI
B pernoHe nesueM-137 pasHa 565 kbk/m?). Matepu fie-
BOYKY Ha MOMEHT aBapui ObIIO 7 JIeT, OHa IIOCTOSIHHO
IPOXXMBAET B TaHHOM palioHe. bepeMeHHOCTD IpOTEKa-
7a B yKa3aHHOM 3arpsi3HeHHOM peruoHe. OTel MpoXXK-
BaJl B 30HE C IPABOM Ha OTCeJIeHNe C 16 JIeT, Tparndeckn
norn6 B Bospacte 33 jeT. [Io JaHHBIM MeVILIMHCKON
POROCTIOBHOM, 6pak He KPOBHOPOACTBEHHBII, 11O /M-
HUM MaTepy M OTLA IPOCIEXNBAETCA apTepuanabHas
TUNIEePTEH3NUA.

/3 aHaMHe3a M3BeCTHO, 4TO pebeHok ot IV bepe-
MeHHOCTH (I GepeMeHHOCTb — 3[0pOBBI MajbYUK,
pOXJeHHBIT B ipyroM Opake, II, III — mepmuumHCKuMit
abopT mo >KemaHuI0 Matepu). [laHHass GepeMeHHOCTb
mporeKana Ha poHe XpOHMYECKON (peTomareHTapHO
HeJJ0OCTaTOYHOCTH, YTpO3bl HeBbIHalMBaHuA. [Ipu npo-
BEJEHUI JOPOROBOI JMAarHOCTUKU Ha Cpoke 24 Hepl y
IVIOfA BBIABIEHDI YIbTPa3BYKOBbIE NPU3HAKU TUPO-
nedanun. Poxpl npexxeBpeMeHHble Ha 35-11 Hefjene Te-
CTaluM IIyTeM SKCTPEHHOTO KecapeBa CeYeHM: B CBA-
31 C IPEeXIEBPEMEHHOI OTCIOMKON IIaleHThl. Macca
tena ipu poxpeHun 2000 r, gnuHa Tena 42 cM. OreH-
Ka 1o mkasne Anrap 7 6amwios. K rpyan npuioxeHa Ha
2-e CyTKH, cOcajla HeaKTUBHO, 4YeTBEPO CYyTOK IOIydYa-
Jla IuTaHue depes 30H[. VI3 poguIbHOTO AOMa BBIIN-
caHa Ha 10-e cyTku >xu3un. [lo 2,5 Mec pe6eHOK Haxo-
OWMJICSL HAa €CTeCTBEHHOM BCKapMJIMBAaHUM CLIEKEHHBIM
MOJIOKOM, 3aTeM BCKapM/IMBaHMe ObIIO MCKYCCTBEH-
HBIM, IPUKOPM BBEJIEeH 110 BO3pacTy 6e3 OrpaHuyYeHNI.

C poXpeHMS OTMevanuch HU3KMe NMpUOABKM Mac-
CBbl Te/la, CHVDKEHHBIN aIllleTUT, YacTble CPBITMBAaHMAL
JleBouka HabIIOfA/IACh IO MECTY XKUTEbCTBA Y HEBPO-
nora ¢ guarHosom: «Opranudeckoe nopaxenne [JTHC.
3afep>xKa ICUXoMOTOpHOro passutusa. Cunppom Jen-
mu — Yokepa», JaHHas aHOManus OblTa BBIABJIEHA P
IpOBeJeHNY MarHUTHO-Pe30HAHCHOI ToMorpadum ro-
noBHoro mosra B ['BY3 «bpsiHckas obmacTHast feTcKas
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6onpHMIIa» B Bodpacte 3,5 Mec. PeOeHOK perynspHo Ha-
OroaIcst U IPOXOAWJI ledeHue B JAaHHON O0/IbHMILE.

BBospacre 1 ropa5Mec Bxozie 06CIeOBaHNsI IO MECTY
JKUTENbCTBA ObIIa BBIsSIBIEHA TsDKe/Iasl TaKTa3Has Heflo-
CTAaTOYHOCTb. Pe6eHOK ObI/I IepeBesieH Ha 6€3MO/IOYHYI0
AVETY, OJHAKO IPMOAaBKM MAacChl Te/la OCTABA/IUCh MU-
HVMAaJIbHBIMMY, TaK)Ke COXPAHSICS YaCThI XUAKWIL CTYIT
(mo 8 pa3 B enn). [Ipn momonHKUTETBHOM 00OC/IEOBAHUN
BBIAIBJIEHBI MapKepbl IJTIOTEHOBOI SHTEPOIATM — BBICO-
Kl ypoBeHb aHTHUTeN K Immaguuy (IgA - 66,8 ME/mi,
IgG - 219 ME/mn npu vopme go 12 ME/mn). Ilpn
OMOIICUM TOHKOTO KUILIeYHUKA OOHAPY)KeHbI IPU3HAKY,
XapaKTepHble JIA III0OTEHOBON SHTeponaryuy. BbicTas-
JIeH iyarHo3: «JIaKkTa3Hasi HeOCTaTOYHOCTD, I/IIOTEHO-
Basi 9HTEPOIIATIsI», ObII Ha3HAYeH 6e3ITIIOTEHOBBII CTO/
C HEYCTOIYVBBIM IIOTIOKUTETbHBIM 3((eKTOM (B OTHO-
eHNy HopManu3auuu cryna). [IpoBefeHo mccienoBa-
HIe KapMOTHUIIA, OOHAPY>KEHbI NPOSIBJICHNSI TeHOMHOI
HecTabunbHOCTH: 46,XX,1gh-,9gh+,22pstk+.

BriepBble [jeBouKa NMOCTYINIA B OT/e/IeHNe peabu-
JUTALUY fieTell TPYIIbl pajManyoHHOro pucka Ha-
YYHO-UCCIIEIOBATEILCKOTO  KIMHUYECKOTO VHCTUTY-
ta (HVMKW) negyuaTpun u geTCKO XUPypruu UM. akaf.
IO.E. BenpTuiesa 1o nucbMy B BO3pacte 4 JIeT ¢ XaJo-
0aMM Ha 3aJepXKKY IICUXOMOTOPHOTO ¥ Pe4eBOrO pas-
BUTVSL, COXPAHSIOLINIICS BBIPAKEHHDIN HepUIUT Mac-
CBI TeJIa M POCTa, CHIDKEHIE allleTHTa.

ITpy ocMOTpe B OTZIeTIEHNM COCTOSTHME eBOYKY pac-
LIeHMBAJIOCh KaK TsD>KeJIoe 10 OCHOBHOMY 3a00/1eBaHUIO.
dusnyeckoe pasBUTUE HU3KOE, TAPMOHIYHOE: BEC —
13 K1, pocT - 94 cM, OKPY>XHOCTb rOJIOBbI — 48 CM,
OKPY>KHOCTb I'pyan — 49 cM — Bce IT0Ka3aTe/In COOTBET-
CTBYIOT 3 IepLEHTUII0, ITUIOCTaTypa. [I0fKOXKHO-XKM-
poBasi KJIeT4yaTKa pa3BUTa MMHUMA/IbHO, PABHOMEPHO.
CepedHO-/IeTo4Hast IeATeIbHOCTD YOBIETBOPUTENIb-
Hast. JKMBOT MATKWIL, JOCTYIEH ITyOOKOI IaIblIalium.
Iledyenp BBICTYHaeT Ha 1,5 cM U3-1Of, pe6epH017[ Iyru,
Kpail 3/aCTUYHBII, Cee3eHKa He Manbnupyercs. Cryn
KamumeobpasHblil, 2-3 pasa B cyTku. Ha ocMoTp pea-
rupyeT HeraTuBHO. OOIas ABUraTe/nbHas aKTMBHOCTb
YZLOBJIETBOPUTE/IbHAA: TIEPEBUTACTCA C IIOAIEPHKKOI 32
OZIHY PYKY, MOXXET IIPOITU HECKOJIbKO LIar0B CAMOCTO-
ATENIbHO, 9aCTO CIOTHIKACTCS, TAfIaeT, OTMeYaeTCs II0-
CKO-BaJIbI'yCHasl yCTaHOBKa cToIl. OOpalleHHyI0 pedb
IIOHMMAET, IIPOCHObI BBIIIONHSET M30MPaTe/IbHO, MaH-
Hy/upyeT Urpyukamu (6epet, mepeKnIajiblBaeT, CTY4nT,
pasbupaer 1 cobupaeT NMPaMIUIKY, CKJIa/ibIBaeT Kyou-
KU, PUCYeT), OfHAKO PasBUTHME aCCOLMATHBHBIX HaBbI-
KOB MUHVMAJIbHOE, He TOBOPUT, OTMEYAeTCs BBIPAXKEH-
Hasd 3a/]ep>KKa IICUXOPEYeBOrO Pa3BUTHAL.

Obpamanu Ha ce6s BHuUMaHMe (EHOTUIINYECKUe
0c06eHHOCTH pebeHKa: TUIIePTEeNOPU3M IJIa3, IPOKOe
IepeHocbe, 6onplNe M0OHbBIe OYIpbI, HU3KO ITOCAXKEH-
Hble YUIHbIe PAaKOBMHBI, aHTMMOHTOTIOMIHBI paspe3
I71a3, TOIepeYHast CK/IajiKa Ha JIaJJOHY, AMCIPOIOPIN-
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OHa/IbHAS JUIVHA KOHEYHOCTEJ OTHOCUTE/IBHO TY/IOBU-
1]a, TUIIOI/Ia3ist OOMBIIOTO Ma/Iblia JIEBOVL YK, HeIpa-
BIUJIbHOE PacCIIONIOXKeHNe NablieB cTol (puc. 1).

[Ipu obcnenoBanuM B OTAeNeHNM ObUIY BBIABJIEHBI
CTIefyolIye M3MeHeHM: JKele30/iepUIMTHAS aHeMM Ha
¢doHe sHTEepoOnaTNY; HOBbILIEHNE YPOBHA IgA 10 2,39 1/n
(nopma 0,18-1,50 r/m) u IgE no 47,1 ME/mn (Hopma o
5,4 ME/mn); cHIDKeHME OTHOCUTETBHOTO KOIMYECTBa
T-xennepos n NK-xnerok. XpoHudeckue u BHyTpUKIIe-
TOYHble MHQEKIN He OOHapy>KeHbl. [OpMOHBI MIMTO-
BUJTHOIT JKeTIe3bl 1 ee 00beM IIpY Y/IbTPa3ByKOBOM JIC-
CTIelOBAaHMM COOTBETCTBYIOT HOopMe. IIpy mpoBefeHNn
PEHTTeHONOTMYECKUX WCCIIeOBAHUIT BbBIAB/IEHO, YTO
KOCTHBIN BO3PAcT COOTBETCTBYET 3 rofiaM 6 MeC, MMEIOT-
CsI yMepeHHbIe sIB/IeHnA ocTeonoposa. [Ipu anexkTpokap-
puorpaduu, sxokapauorpaguu, a Takxe yIbTpasByKoO-
BOM MCC/IE[OBAHNY BHYTPEHHIX OPTaHOB BBIPAXKEHHBIX
U3MeHEHMIT He 0OHAPY>KeHO.

[To maHHBIM MarHUTHO-PE30HAHCHOI TOMorpadun
ronoBHoro mosra: III >xemymodyek paciiypeH, MO3OMN-
CTO€ TeJI0 YMEHBIIIEHO, MO3)KEYOK YMEHBIIIeH B pasMepax
(6ormbiie yepBb U HmpaBas remucdepa), CMeleH BBepX.
PacumpeHnsl IjucTepHa 4eTBepOXOMMMs, OObLIAA LU-
CTepHa MO3ra, 6a3a/bHble LVICTEPHBI, YTO IOATBEPXKAA-
€T paHee YCTAaHOBJIEHHBIN IMarHo3 «aHoManuA Jenpm —
Yokepa» (puc. 2).

Pe6eHOK ObIT OCMOTpEH CIIeIVa/ICTaMy MIHCTUTYTa:
o HeBpoOJOroM (AmarHos: «3ajiep>kka IICUXOpPEeueBOro

pasBuUTKA y pebeHKa ¢ MHO)KeCTBEHHBIMY T€HOMHBI-

MU AaHOMA/IUAMU» ),

o IICUXMATPOM (IMarHos: «3afiep>kka ICUXIYEeCKOro pas-
BUTHA. AyTUCTIYECKIe IMYHOCTHBIE 0COOEHHOCTI»),

« odTrampmornoroM (auarnos: «Ileprogaeckoe pacxo-
AsIeecs Kocornasue. [IByCTOpOHHNUII IUIIepMeTpo-
IYEeCKMIT aCTUTMATHU3M IIPSIMOTO TUIIA»),

e TacTpO3HTeporIoroM (amarHos: «J/lakrasHas HegmocTa-
TOYHOCTDb CPeJHeTsKENOi CTeleHN. [IIfoTeHoBas 9H-
TeponarysA. IucyHKmA 6umapHoro Tpakra. Xpo-
HIYecKast 0e/IKOBO-KalTOpUITHas HEJOCTATOYHOCTD» ),

o 9H/OKPMHOIOTOM (AMarHos: «3azepxKa pusnudecko-
ro pa3BI/ITI/IH»),

» opronefoM HanmonanbHOro MegUIIMHCKOTO MCCTIe-
IOBaTEebCKOTO IIEHTPa TPaBMATONIOIMM ¥ OPTOIe-
nuu um. H.H. ITpnoposa» Munsapasa Poccun (am-
arHo3: «/IeBOCTOPOHHMIT CKOMNMO3 MOSCHUYHOTO
otpena nosBoHo4HmKa II crenenn. Ilnocko-panbryc-
HBI€ CTOIIBI» ).

C y4etoM ¢pakTopa obmydeHys MaTepy, GeHOTHIIA pe-
OeHKa, Ha/IM4MsI MHOKECTBEHHBIX MUKPOAHOMAJIMII pas-
BUTHA, YMCTBEHHOJ OTCTATIOCTH, 33/IePXKKI IICUXITIECKO-
ro ¥ (U3NYIECKOTO PasBUTHA, HAIMYUSA XPOMOCOMHON
HeCTaOV/IbHOCTY TIPM VICCTIEOBAHNY KapUOTHIIA [JIA Be-
puduKanyM AMarHo3a MpOBOAWIOCh MOJIEKY/IAPHOE Ka-
PMOTUIIMPOBaHNe C IOMolIbi0 MeTofa SNP array u opu-
TMHaJIbHOTO 61onHpopMaTndeckoro Merona [11, 12].
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JlononHuTeNbHOE IUTOT€HETUIECKOE MCCTIENOBa-
HIe JIOMKOCT) XpOMOCOM C IIOMOIIBI0 paHee ONVCaH-
HOJT MeTofiuKN [11] O3BOMMIO OOHAPYXXUTH HaIM4Me
noMKocTH X-XpoMocoMbl B yuactkax FRAXA (Xq27.3)
n FRAXE (Xq28), KOTOpble acCOUMMPOBAHBI C JIBY-
Ms GopMaMyl YMCTBEHHON OTCTAIOCTH, CLEIUIEHHOI C
X-xpomocomoii (reust FMR1 n AFF2).

IIpy MOMeKy/IAPHOM KapMOTUIMPOBAHUM OOHApYy-
JKeHbl He OIIMICAaHHble paHee MHO)KeCTBEHHble aHOMa-
vy TeHoMa (CM. Tabmuiy).

BelisaB/IeHHbBIE OCOOEHHOCTY aCCOLMMPOBAHBI C PATXOM
CUHJIPOMOB, OJfHAKO 6e3 ITOJTHOTO UX IPeACTaBUTETbCTBA.

Oco60 x0Tenoch Ob 0OPAaTUTh BHMMaHME Ha TO, YTO B
3HAUNTETIHON Mepe BbIAB/ICHDbI M3MeHEeHNA X-XPOMOCOMBL
Bornee Toro, 06Hapy>keHa IOMKOCTb X-XPOMOCOMBI B JIOKYCax
FRAXA (Xq27.3) u FRAXE (Xq28), xotopasi, aBisisick dop-
MOJI XPOMOCOMHOJI HeCTaOWIbHOCTY, MOKET ObITb acCOL-
MPOBAHA C JIETICTBYIEM VOHV3MPYIOLLETO M3TydeHsI H IUIO
BO BpeMs1 BHY TPUYTPOOHOTO PasBUTYIA IV HA TaMEThI POJIM-
Terteit. I1py aHami3e CONpsHKEHHOCTVI MOJIEKY/LIPHO-LINTO-
TeHeTIYeCKIX V3MeHeHM ¢ (PeHOTUIIYECKVIMY TIpU3HAKa-
MM OTMeYeHbl B3a¥MOJIEVCTBIL, B KOTOPbIX BEAYLIYIO PO/Ib
UTpaeT NPEeICTaBUTETbCTBO MI3MEHEHNI B X-XpOMOCOME.

C pesynbratoM 06cefoBaHNs pe6eHOK KOHCY/IBTH-
posad renetukoM HVIKV neguaTpumn u geTckoit Xupyp-
run uM. akag. IO.E. BenbrumieBa, mmarsos: «MHoOXe-
CTBEHHbIE aHOM/INV T€HOMA. YMCTBEHHAas OTCTAJIOCTb.
Muxkpouedanus. BpoxxeHHbII TOPOK pPasBUTUA TO-
noBHOro Mosra (aHomanus ey — Yokepa). MHoxe-
CTBEHHbIe MMKPOAHOMAJINY Pa3BUTSI».

Takum 06pa3om, Ha OCHOBAaHUM XKajI00, TaHHBIX aHA-
MHe3a, KIMHNYECKOTO 0CMOTpa ¥ Pe3y/IbTaToOB IIPOBEJEH-
HOro 00cimenoBaHNs peOeHKy ObUI ITOCTaB/IeH AMAarHo3:
«MHOXecTBeHHble aHOMA/IMM T€HOMA. YMCTBEHHas OT-
cranocTb. Mukponedamia. AHOMaMA pasBUTUA TONOB-
Horo Mo3ra (cunzpoM Jennm — Yokepa). MHO)KeCTBEHHbIe
MMKpOaHoMamy pa3BuTy. PeTabHbI pafyalIOHHBbII
cuHzipoM. BospelicTBie pafMalliOHHOTO 3arpsAsHEHVA».
B oTmeneHny mpoBogwIach TepamuidA, HAllpaB/IeHHas Ha
KOPPEKIIMIO CYLeCTBYIOLINX HapYILEeHNI.

IIpy ananmse JaHHBIX HAyYHOV JUTEPATYPbl HAMMU
OoOHapy>XeH TOJIBKO OAMH UCTOYHVK IO (eTaTbHOMY
PaaMaIIOHHOMY CMHAPOMY, KOTOPBIIl MO>KET ObITD ac-
COLIMMPOBAH C 3a00jIeBaHMEeM, ONMCBIBAEMBIM B HallleM
ciaydae. B HeM ykasaHO, 4TO AMarHo3 «QeTaabHbIN pa-
AvanyoHHbI cuaapoM (W88)» mogpasymesaer:

o 00y4yeHue MaTepy BO BpeMs OepeMeHHOCTH;

 TIOBBIIICHVE BEPOATHOCTY BHYTPUYTPOOHOI Tumbemm
11o7ia (KaK IpaBuJIo, MOC/Ie GOMBIINX K03 0OTyYeHN);

o HajM4Me MUKpouedaany 1 SPyrux aHOMaINii 1 10-
POKOB pa3BUTHS MO3I4;

e Ppa3sBUTHE YMCTBEHHOI OTCTA/IOCTH;

o yBe/IMYeHNEe YaCTOThI 37I0Ka4eCTBEHHbIX OITyXOJIeit 1

JIEVIKO30B y NTaLMEHTa;
 Oecrtoane B mocnenyomutes xusun [13].
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MHoXecTBeHHblE aHOMaNMmM reHoma, O6Hapy)KeHHbIe npu MonekynapHOM KapnotTurnmpoBaHUnNy

pebeHka [13]

HammeHoBaHue

MexaHuzm,

XapakTep HacrnefoBaHUs

CuMnToMaTUKa

CuHgpom
(aHomanus)
HdeHan — Yokepa

N3meHeHUs B cybTenomepHoM y4acTtke 1q44. Co-
o0LeHns o Tpucomun 13- N/mnu 9-1M XxpoMoCoOMbI.
PacnpocrpaHeHHocTb — 1 cnyvan Ha 25-35 Thic. yeno-
BeK

Mopok pa3BuTKs B pesynbTaTte HapylueHun dop-
MUpOBaHUsA POMOOBMAHOIO MO3ra ¢ Hannymem
MOMHOW UM YaCTUYHOW areHe3nn YepBs MOo3XeY-
Ka, KNCTo3Horo pacwmpenus IV xenypnouka u dop-
MWUPOBAHUEM KUCTbI MOAMAYTUHHOIO NPOCTPaH-
CTBa 3aJHeN YepernHowm aMKu

CuHppom
®dypmaHa

Pepkoe reHeTnyeckoe 3aboneBaHue. flynnunkaums
nepBsbix 3 3k30HOB reHa WNT7A KopoTKoro nneya
3-11 xpomMocombl (3p25.1)

Tsaxenble NOPOKM Pa3BUTUSA BEPXHUX U HUXKHUX
KoHeuHocTen (BbiBMXM Bepep, aHoManmm passmTus
nasbLeB pyK U HOT)

HacnepcrBeHHble

Pefkas reHeTM4eckas natonorus c HeyCcTaHOBNEH-
HbIM TUMOM HacnegoBaHUA. ,D,yI'IﬂI/IKaLI,I/Iﬂ nepBbIX

Mmybokoe cnaboymue, HeMonHoe pasBuUTHe

¢dopmbl 3 - KOHeYHocTen (pyKy U HOrM HanNoMUHAaIOT NacTbl
3k30HOB reHa WNT7A kopoTKoro nneya 3-u
¢pokomennu XpOMOCoMmbI (3p25.1) MOPCKOro MJIEKOMMUTAIOLLErO)
Aynnukauua 21922.3, aynnukaumsa asyx reHos S1008B.
Tprcomms 21-11 xpoMmocoMbl, TpaHokauus 21-in
CuHppomom XPOMOCOMBI Ha [ipyrve Xpomocombl (15, 14, 21, 22-t0). YMcTBEeHHas oTCTanocTb, AMCMOPdU3M, MOPOKU

[ayHa n PRMT2

PRMT2 - cuMMeETPUYHBIN AUMETUNAPTUHUH
(pa3nuyHble n3omepbl NPOTENH-apPrMHUH-N-
MeTunTpaHcdepasbl Ha ypoBHe BENKOB 1 reHoMa
B peakunn METUINPOBaHMUS)

Pa3BuUTUA

X-cLuenneHHbIn
JOMUHAHTHbIN
rmnogocdaremMn-
YECKUWN paxuT

Oynnukauuya Xp22.11 B nepBoM 3k30He reHa PHEX.
leHeTUYeckme 3pdekTbl X-cuenneHHble N AOMU-
HaHTHble

ButamMuH-D-pe3ncTeHTHbIN paxuT. Taxenble NposiB-
neHusa paxuTa, oTCTaBaHWe B pocTe, gedopmauns
HUXXHUX KOHeYHocTen. Bonu B kocTax, nepenomsl,
rmnog)ochaTemmn. Pe31CTEHTHOCTb K OBbIYHBIM
neyebHbIM fo3am BUTaMuHa D

MyTauuns B reHe PHF6, pacnonoXeHHOM Ha X-Xxpo-

YMcCTBEHHas OTCTanocThb, HU3KOPOCNOCTb, MbllLeYHas

CnHapom Mocome. Bbicokure ypoBHM Benka onpeaensioTcs rMNOTOHUS, CMMMTOMaTUyeckas anunencus, Nonu-
BepbecoHa — B rOIOBHOM MO3re, rMnoduse BO BpeMs pasBUTUS | HEMPONATUS, OXXMPEHME, OMyXLUME LLEKN U BEKW,
dopcmaHa — nnopa. PacnpoctpaHeHHOCTb HeM3BECTHA (NPUGAN- | NTO3, CHUXEHUE 3peHUs, HUCTarM, bonbLume yluu,

JNlemaHa 3uTtenbHo 1: 1000 000). HacnegoBaHue — HapyLleHuWe lyxa, paclenuHbl BepxHewn ryobl

X-cuenneHHoe, peLeccMBHoOe 1 Heba, rMnoroHagnsm, KpUNTOPXM3M
Canapom | SLCIAG X- Xq26-28) | Vi -
KpucTuatcoHa — yTaums B reHe XpomMocombl (Xq ) MCTBEHHasi OTCTanocTb, MMkpouedanus, aHoma
X-cLiennenHas | MPYIBOAVT K aHOManbHO KOPOTKOMY 6enky NHE6 nuK pasBUTUS Mo3xedka (aTpodus), atakcus, rno-
YMCTBEHHAS ¥ oTCyTCTBUIO DyHKLMOHMPOBaHua NHE6-kaHanos. | 6anbHas 3afiepxka pa3BuTHs, TMNOTOHMS, CyA0-
OTCTANOCTH PacnpocrpaHeHHOCTb Hen3BecTHa POXHbIV CUHAPOM

Opnako Ha ¢eHOTHII peOeHKa, BepOATHO, B 3Ha-
YUTENBbHON CTelleH) MOXKET B/IMATH He TONbKO HEIOo-
CPefiCTBEHHOE [Ie/ICTBYIe HA HEro pajyalyy B IepPIOL
BHYTPIYTPOOHOTO Pa3BUTHA, HO U paMaLlOHHOE BO3-
IIefiCTBUe, OKa3aHHOe paHee Ha IIOJIOBBIE VI COMATHYe-
CKMMe KJIeTKV MaTepy, a TakKe aKTUBHOCTDb IPOLIeCCOB
OKVC/TUTETIBHOTO CTPecca, 3alUTHO-KOMIIEHCATOPHBIX
Yl BOCCTAaHOBUTE/IbHBIX MEXaHU3MOB.

B ommceiBaemom crmydae mpu guddepeHIuann-
HOJI [[MarHOCTMKE VICK/TI0Yaly MOHOTEHHYIO Haclel-
CTBEHHYI0 [aTOJIOTMIO, YMCTBEHHYH OTCTalO0CTb
npu papyrux 3aboneBaHusax (¢pakomarosax, HepB-

HO-MBIIIEYHBIX), HAC/leACTBEHHbIe JAedeKTbl obMeHa
(BpOXX/IeHHBIII TUIIOTHPEO3), APYyTMe PeTanbHbIe CUH-
APOMBI (a/IKOTO/IbHBIN, PyOEOIAPHBIIl, LIMTOMETano-
BUPYCHBIIT), KOTOpble MMEIT He TOTbKO OTHe/IbHbIe
obmue cMMNTOMBI (YMCTBEHHYIO OTCTAJIOCTb, IPU-
3HaKM AMCMOpQU3Ma), HO U CIeHPUIECKYI0 KINHN-
YeCKYI0 CMMIITOMATHKY.

3AKNIOYEHUNE
ITpoBeneHHble HaMU MeMVKO-3MUIEMUONIOIMYECKe Ha-
OJTEOfIeHIIA 32 POCCUTICKOI ITOMYJIALIET IeTell, ITPOXKIMBAI0-
LIVX B pPaAMALIVIOHHO 3arPsI3HEHHBIX PErMOHaX, CBULETENb-

Ne2.2023
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Puc. 1. HekoTopble heHoTUNMYeCKMe 0cObeHHOCTH y pebeHka ¢ aHoManuelt fleHam — Yokepa

CTBYIOT O IPEBBIIIEHNI YPOBHs PaCIpOCTPaHEHHOCTH
K1acca 3aboneBannit «IIcuxmaeckne paccTpoiicTBa U Ha-
pYyILeHNe TTOBefIeHNA», B KOTOPBII BXOANUT YMCTBEHHAA OT-
CTaJIOCTb, Y JieTell U3 30H Pa/JIOHYK/IMHON KOHTaMIHA-
LMY, TIpUYeM JJAHHOE IIPeBBIIIeHNe CIIbHee BBIPKEHO B
30Hax ¢ 60J1ee BHICOKVIM YpOBHeM 3arpsisHeHn [14, 15].

B TedeHue MOCIETHETO AECATUICTNA YUCIO CIydaeB
YMCTBEHHOI OTCTA/IOCTH y fieTell 2-T0 IOKO/IeHns (BHy-
KOB OOJTy4eHHBIX POJUTeIeNl) BBIPOCIIO MIOYTH B 2 pasa,
IpydeM eCi Cpefy fieTeil 1-ro MOKOeHNs CIydan yM-
CTBEHHOI1 OTCTA/IOCTU B OCHOBHOM OBL/IV 3apeTUCTPUPO-
BaHBbI y TeX, KTO ObII 00/Ty4eH BHYTPUYTPOOHO U POXKIEH
B 1986-1987 rT., TO IIOBBIIIEHVE YPOBHS MTATONOTVN Y fie-
Tel 2-TO IIOKOJIEHUA, TI0 HalleMy MHEHUIO, CBA3aHO C
TeM, 4TO OOJTy4eHbl OblI MaTepy (MHOTAA BO BHYTPUY-
TpOOHOM Ieprozie Pa3BUTHSI), C IPOKMBAHUEM MaTepeit
B PaINal[IOHHO 3aTPs3HEHHBIX PETMOHAX, @ TAKOKe C TeM,
4TO HEPUOJ, BHYTPUYTPOOHOTO PA3BUTHA Y IIOCTHATAIIb-
HBII1 y IPOOAHIOB IIPOTEKAT B TeX JK€ PerMoHax — TAaKUM
00pa3oM, NPOUCXOAWIO HAKOIUIeHVe MYTareHHON Ha-
TPY3KH, 4TO U IIPOSABIIAETCA (PEHOTUNMYECKN Y fieTeit [8].

AHanmu3 TOCIUTATU3UPOBAHHON 3a00/1eBaeMOCTU B
OTZeNle pajUalIOHHO SKONATONOTMK JIeTCKOTO BO3-
pacta HVMKWM nemmarpum u [eTCKOW XUPYPIUM WM.
akapg. IO.E. Benpmuinesa mosBomna yCTaHOBUTb 3HAYM-
TEJIbHYIO JIOMI0 HemudepeHIPOBAaHHON 3a[IepXKKI YM-
CTBEHHOTO Pa3BUTHUS Y JeTeil U3 PErMOHOB Pa/iYIOHY-
KIMIHOTO 3arps3HeHNs], TIPUYeM ¢ BO3pacTaHueM B Ooree
OTJa/IeHHbIX ITOKO/IEHVSIX TTOC/Ie aBapuy Ha YepHOOBIIb-
ckoit A9C [16, 17]. B To >ke BpeMs IOTy4eHbI JaHHbIE 00
accolyanyy 3a60jIeBaHysl C YCTAaHOB/ICHHBIM IYICMOPQO-
reHe30M FO/IOBHOTO MO3Ta I IiepeOpaIbHbIX COCY/OB C LiN-
TOTEHETNYeCKVIMY VM3MeHeHMsAMM. Takum obpasom, de-
HOTUII ieTeli py (eTa/IbHOM PajyalliOHHOM CYHZIPOMe
ABJIAETCA COBOKYITHOCTBIO He TOJIbKO XapaKTepPHBIX KIV-
HIYECKVX [IPU3HAKOB — MHO>KECTBEHHBIX aHOMa/INil pas-
BUTHS, HO U PA3/TMYHBIX MHOYKECTBEHHBIX (ITOUTEHHbIX)
AHOMaJINIL TeHoMa [6, 18], YTO CBOIICTBEHHO TeHETIYECKO-
My MOPKEHMIO TPV JIeTICTBUM Pafivialliy, XapaKTepusy-
eTCs CTPYKTYPHBIMM MYTalMsAMM XPOMOCOM (mermernysi-
MM, AYIUIMKAIVAMY, MHBEPCUAMM, TPAHCIOKALMAMMI) U
MOXXeT NIPUBOAUTD K HACIeyeMbIM PeLieCCBHBIM MyTa-

Puc. 2. MarHuTHO-pe3oHaHcHas Tomorpadusi ronoBHOro Mosra pebeHka ¢ aHomanueln flenam - Yokepa
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LVISIM, 0OYC/IOB/IMBAIOIMM (YHKIVIOHA/IbHO-HEIOCTATOY-
HYIO 3aIIUTHYIO CIIOCOOHOCTb OpPraHM3Ma U HAaKOIUIEHVe
MyTareHHOV Harpysku. B mocienyroomeM sTo MOXeT pea-
JIM30BaThCS B BUTIE Iu3aMbOpuorenesa [19, 20] u nmpuBectu
K (peHOTUIIIYeCKOMY pasHOOOpa3uIo MpU3HAKOB 3a0071e-
BaHUAL.

Pe3ynbTaThl HanbHENIIEr0 MCCIESOBAHUA ITO3BOIAT
BBIIE/INTD BapUaHThI Het$depeHIPOBaHHOM 3a/iepiK-
KU YMCTBEHHOTO PasBUTHS, BapUAaHThI (eTabHOTO pa-
AVALIMOHHOTO CUH/IPOMA Yy fIeTell, POXK/IEHHBIX B CEMbSIX
00Ty 4eHHBIX POJIUTETIel, OLeHUTD IIPOTHO3 TeYEHNMS 3a-
6oneBaHVsA U pa3pabOTaTh MHAMBYAYAIbHbI IUIaH JIe-
4eOHO-ITPOPUIAKTNYECKIX MEpPOIPUATHUIL, HaIlpaB/IeH-
HBIX Ha CHIDKEHNE VHBAIU/V3ALNY IeTCKOTO Hace/IeHVS
U3 PETMOHOB PaIOHYK/IMIHOTO 3aTPA3HEHNA. o]

BraromapHOCTh. ABTOPBI BBIP@XKAIOT UCKPEHHIOK0 O71a-
rogapHocTb corpyanukam HMKV nemmarpum m pert-
ckoll xupyprum uM. akaj. IO.E. Benbruiesa, npunu-
MaBIIVM yd4acTue B OOCIeNOBaHMM ¥ HAOTIONEHUN
HalYieHTa: IJIABHOMY HAy4YHOMY COTPY[LHUKY OTHena
KJIMHMYEeCKOll TeHeTUKU A-py Mef. Hayk B.IO. Bouno-
BOJI ¥ Bpady-HeBPOJIOTy KaHA. Mefl. HayK C.A. 30TOBOI.
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