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KOHI'PECC C MEJKTY HAPOJAHDIM YYACTHEM
XXI JABUIEHKOBCKME YTEHV

b4 TIAHHCHTOB, NPOXOJIUBIINX HOBTOPHLIC KYPCLE JICUCHIS, OTMCYANOCHL OTCYTCTBHC Ha-
PAcTaHA CUMITOMATHKH 38 NCPHOL MCIKRY KypCaMIl JICHCHM AL

KOAMHWYECKUT COIVYUYANT
PEJIKOIO CHHAPOMA JEJELMM 2937

Jamuna MM, Hananos CH., Josuuron MLK).,
Koanbacun JLH., ¥Vpeanuesa H.A.
ORpyCHol RapOUoIoeuaCeckUl QHeadnceyy
«llenmp GUacHOCIURL U CepOeo-COCYOUCTION XUPYPAULD,
o Cupeym

Heas. Ipeacramerh kimnmeckoo nabiiodesie nanneTa ¢ peakoi XxporocomMuoil nato-
A0rHed — CHHIPOMOM ASHEHHH 237,

Marepunaiant u meroant. Hox namny sabmoae e RAX0AUNACH HAUHCHTKA A, BO3pacT
~4 ropa. Ha pepBudiioM KOHCYIBTATHBHOM IpHEMe OBLIH BHIACHCHB! KaA00k!, JaHABIC AHAM-
He32 KH3HH B KJIHHUKO-TCHEAIOrHICCKOro aHaMIes3d ¢ COCTABACHICM POJIOCIOBHOI, IpoBe-
e 00BeKTHBHLIH OCMOTP DpolaHid, HA3HAMCH MHKPOMATPMUYHLIE XPOMOCOMHBIN ananns:
(array-CGH, MOsexyasapHoe KapiloTHIHPOBRRKE, CPAaBHHUTCHLHA ICHOMHAS MIOPHAM3ALHs).
Mostexyaproe kapuoTHnuposanie npopegedo Ha Ouounne CGXvl.l 8x60K PerkinElmer
(Dunaanan).

Pesvaprarer m obeyagrensss. M3 anayuesa n3pectro, 1o pedenok or I1 depemennocr,
nporekasmedl Ha Goue XpoHHIecKoll PCTO-nNaNeHTapHoi HEAOCTATOUHOCTI, ¢ TPOSBICHHEM
CHIAPOMA 33ACPACKI POCTa 11A014; | CPOUHBIX, oneparuBrLX poaos. [pn poxacnui see -
2970 r, anuHa ~ 54 M, OKPYHHOUTL TOJOBLL - 33 oM, OLeHKa 110 mkane Arnrap 7-8 dannon,
[CIIMRO-TeHeaIOr HYCCK I a0arM1es 11C OTAOUICH. 3aCpikKa HCHXO-PCHCBOIO PDASBITISN B
BILIC OTCYTCTBIS, 41 3ATCM, HAPYIHCII TTPOIBHOEICHIS PCHIL, PHICPARTHBHOCTH, HAPYIICHHS
NOBCACHHS, HENOCIY AN, HEBHHAATCLIIOCTI, NPHCTYNOR HCOBOCHOBAHROIO CMEX4d ~ CTa-
au OecnokouTh poauTeiacit ¢ pospacta L3 et PedeHor tmalmonancs v nenposora, 8 nosm-
KIAMHIKE O MCCTY HTCALCTRA ¢ anarnosos: Tepunaransioe nopaxeuwe LIHC, Curapom
rurepakTHBHoCT 1t aehuiiTa sunmanua. hyasbapras gusaprpus. pn obsertusnom oc-
MOTPC 0Dpaniaii na coda BHHMANNC, MHKPOUCHATMS, THICPIOABIKHOC T CYCTRBOR, HH3Kas
Macca Tena (NPH HOPMAIREHOM POCTC A8 AAHHOTO BO3PACTA PeOCHKA), & TAKIKC MAJILIC AHO~
MAJIMH PaszBHTHA = BRIIYKIABI 500, HU3Kas AMIHI POCTa BOJOC HA 3aTLIIKE, «ICHAILIOCH
BRIPAKEHME JHILE, TIOCKAS M HIHPOKAA NEePeHOCHIR, THICPTEIOPHIM, JyToodpasHnie pory,
JUICTIIACTHYHBIC YUIHBLIC PAKOBAHEL, CTTAKEHHBIH W JUBIHHBIH (UARTD, TOHKASN BepxHss ryba.
brino HasHaueno MOJIEKYTIPHOC KAPHOTHITHPORAHNE, 10 PE3yALTaTaM KOTOPOil Obla BLIsIBAC-
Ha qacTHunas Tpucomus (ayrnankaus 6.672 Mb) o ywacrry q37.1¢37.3 xpomocomnt 2 (dup(2)
(q37.1q37.3)) w vactuunan Monocosua (nenerpa 3.048MbY no yuacrry ¢37.3 xpomocomir 2
(del(2)(q37.3¢37.3). Ha ocnosanis xanod, anaMuesa, JaHELX MONCKYISIPHO-FCHETHUCCKOIO
HCCHSAOBARNS, AcBOvKe OB BRICTanCH Anarnoz: Cunaponm jencim 2q37.3.

[pencrapnennoe oNnMcaHne KITHIHYCCKOTO CAYUAS YKA3LIBAST HA BAKHYIO POAL MOTHKO-
FeHETHYCCKOT0 KOHCYALTHPORAMIA JCTCiT ¢ HapyUICHUCM MCHXO-PCUYCBOIO PASRHTHS, & TAKKE
3 HEITECO0OPAZHOCTD HPHMEHCHMS CORBPEMEHEBIX METOOR MOJCKYAAPHO-TCHETHICCKOM Jra-
I'HOCTHKM, KOTOPHIC MO3BOMTIOT YCTHHOBITY HPABHALHLIT Anarnos.
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