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CerMeHTHou Tpucomuu 5q13q22:
KJIMHUYECKUU cnyyau
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AKTyanbHoOCTb. Pefikaa cermeHTHasa Tpucomma 5q13q22
BO3HUKaeT BCMEACTBME CMOpPaAMYECKON AyMauKauuu Wiu
HacnegoBaHWs AepUBaTUBHOM XPOMOCOMbI OT WHCEPLMMK.
XpomocoMa 5 — ofjHa U3 caMblx 4acCTbIX XPOMOCOM-«JOHOPOB»
B MHcepumsx. [na ytoyHeHnus deHoTMna AynauKkauum 5q
Heob6xo04MMO HaKonneHue nHdopmMaLmm o NaLneHTax.

Llenb uccnepoBaHms. MNpeicTaBuUTb KIMHUYECKKUE NPO-
ABJIEHUS yHacNe4oBaHHON CerMeHTHOM Tpucomun 5q13g22
ANS pacliMpeHns 3HaHUM O peakux dbopmax ayTOCOMHOro
aucbanaHca UM oNTUMU3aLMU paHHEW AUArHOCTUKM XPOMO-
COMHOW NaTonoruu.

MauueHTbl U MeToAabl. CeMbs 06CnefoBaHa Ang yToYHe-
HUS NPUYUHBI YMCTBEHHOW OTCTaNoCTU y JOHEPU C UCMONb30-
BaHWEM K/IMHWKO-FEeHeanorM4eckoro U LMUTOreHETUYECKOro
(GTG-banding) meTonoB. MpoaHanu3npoBaHbl GeHOoTUNUYe-
CKMe XapaKTepucTuKK y npobaHaa ¢ gucbanaHcom, yHacne-
[I0BaHHbIM OT MaTepu — HOCUTENbHULbI MHCEPLMU ins (8;5)
(022.3;013922). MNpoBefeH 0630p LaHHbIX MUPOBOW nuTe-
patypbl N0 GEHOTUNY NaLUEHTOB CO CXOAHbIM LUTOrEHETUYE-
CKWM CTaTyCOM.

Pe3ynbTatbl. Y npob6aHaa kapnoTtun 46,XX,der (8)ins (8;5)
(022.3;013922)dmat. AnarHo3: XpoOMOCOMHas 60/1e3Hb, Cer-
MeHTHas Tpucomusa 5q13q22, yHacnefoBaHHas.

[leBoyKa poaunacbk B cpok ¢ maccon 3550 r, anvHom Tena
50 cM, OKPYXHOCTbIO ronoBbl 34 cM. [Npu ocmoTpe B 7 n 11 net
OTMeYeHbl TAXKeNas yMCTBEHHAs OTCTaNoCTb, OTCYTCTBUE pPeyun
(cnyx coxpaHeH), NPosiBAEHUS ayTu3ma, PacTOPMOXKEHHOCTb,
[OMCTOHUS, HapylweHWe MOXOAKU U MENKOM MOTOPWMKM, OTCYT-

CTBME HaBbIKOB CamMoo06CnyxuBaHua. Mukpouedbanus, HU3-
KWW CKOLLEHHbIW N06, HU3KWUIA POCT BOJSIOC Ha NBY U BUCKAX,
ryctole 6pOBU B MeAManbHbIX U PeKUe B natepanbHbix obna-
cTax. KpynHeole aucmopduyHbIe YWHbIE PAKOBUHbLI, OKONOYLL-
Has NpUBECKA. Y3KWE FOPU30HTaNbHbIE Ma3Hble Wenu, anu-
KaHT, aHodTanbM, Kocornasue, acturMatuam. KopoTkui Hoc
C BbICOKOW CMUHKOM U TONCTbIM KOHYUKOM, ANIMHHBIV MIIOCKUI
dunetp. MporHatusa, MUKPOreHus, BbICOKOe Hebo, aHOMaslb-
Has nosuumns 3y6o. (“croweded”), KpyrHble BEPXHUE pe3Lpbl.
Monutenusa. KopoTKas Lesi, CKOIMO3, KOHTPaKTypbl B Kpyr-
HblX cyctaBax. Oco6eHHOCTU GopMbl NanbLeB KUcTen. CTonbl
ONVHHbIE, Y3KWe, apaxHOAaKTWUAWS, LUMPOKWE AWCTalbHble
danaHrn 1-x nanbues, hallux valgus. Y3U: nopokoB cepaua,
NoYeK, opraHoB OPIOLIHON NONOCTU HE OOHAPYKEHO.

Y 4 3 5 n3BeCTHbIX NaLUEHTOB C AyrnKaLuMen nHTep-
CTULUManNbHbIX Y4acTKOB 5q BbISB/IEH NOPOK cepaua, B 3 chy-
Yyasax — CKONO03.

3aknioueHume. 10 JaHHbIM aHann3a KIMHUYECKUX NPOSIB-
NleHni y npo6aHia ¢ yHacnegoBaHHoW Tpucomuen 5013922
OT MaTepu — HoCUTeNbHULUBI ins (8;5) u y 5 M3BECTHbIX
nauneHTOB CO CXOAHbLIM AMc6anaHcoM O4EBUAHO, YTO U30bI-
TOK mMaTepuana cerMeHToB 5q11~13022~23 nposiBnsercs
06LWMMU NPU3HAKaMK ayTOCOMHOro ancbanaHca (MUKpoLie-
danung, yMCTBEHHasa OTCTanoCTb, AMCMOPDUM, NOPOKK CepA-
1a). TMNMYHbIN NaTTeEPH NUUEBLIX AUCMOPOUIN U aHOManun
pa3BUTUA He BblAENEH, TAXeNble GOPMbl MOPOKOB U pPaHHAS
NleTanbHOCTb HexapaKTepHbl. MHBanuMausauusa nauueHToB
onpefenseTcsd yMCTBEHHOW OTCTanoCTbiO.
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