BUOJIOT'UA PASBUTHUA. IOPOKHU U AHOMAJINU

CHUHIPOM ITATAY

(K. Patau, amepukaHckuii neauaTp U TEHETUK;
CUH.: mpucomusi 13, mpucomuss D1, cunopom D-
mpucomuu) — KOMIUIEKC BPOXKJCHHBIX ITOPOKOB Pa3BUTHUS
yepena M JIMIA, HEPBHOM CHUCTEMBI, OPIraHOB 3pEHH,
CllyXa, BHYTPEHHUX OPraHOB, OOYCJIOBICHHBIA HATMYUEM
1006aBo4HOI Xpomocombl B 13-if mape. CHHIpOM OmuUcaH B
1960 r. Ilaray, KOTOpBIi C COTPYJHHUKAMH YCTaHOBUJI
ATUOJIOTHYECKYIO CBA3b CHHAPOMA C HAMYUEM TPHUCOMHUH
B rpymie xpomocoM D. CHHIpOM BCTpedaeTcs ¢ 4acTOTOU
B cpeanem 1 : 3500—4000 HOBOPOKACHHBIX.

[Ipu cungpome Ilatay y nereit oOHapyXUBarOTCS
MUKpoledanus CO CKOIIEHHBIM JIOOM M MOAOOPOAKOM,
BBICTYTIAIOIINM 3aTBUIKOM, OOJIbIIAsi pacileinHa Jihia ¢
JIBYCTOPOHHUM pacIlIeIUIeHHeM BepxXHEeH TyObl W TIOJHBIM paclIelieHueM Heoba,
MaJeHbKHe, ae(QOopMHpOBaHHBIC, HU3KO PACMOJIOKEHHBIE YIIH, MUKPO(PTAITbMUU WIH
aHoTampMUS; OTMEYAIOTCS TaKXKE KaTapakThl, KOJIOOOMBI, TMOMYTHEHHS pPOTOBHII,
KOPOTKas 1Iest ¢ W30BITOYHON, COOMPAFOIICICS CKIaaKaMu Koxkel. [1aTorHOMOHWYHBI TS
cunapoma Ilatay ouaroBas amiasusi KOXKH BOJIOCHCTOM 4YacTH T'OJIOBBI M KOCTEM HOCA,
MOJUAAKTUIINS, CrUOaTebHbIE KOHTPAKTYpbl M JIPyTHME€ W3MEHEHHUS MalblEB PYK,
muctpodpust Horreid. OTmeuarorcs TpyOble TMOPOKH Pa3BUTHS CEpAla, KeTyIOoYHO-
KHILIEYHOTO TPAKTa, MOYEIOJIOBOIM CUCTEMBI U APYTHX OPTaHOB.

Cunopom Ilamay: A — cononpossnyeganus c yukionueti u XoD0mMKoM;
b — osycmoponnssa «3aauvs 2yoay; B — noauoaxmunus

Hetn ¢ cunapomom I[latay OOBIYHO POXIAIOTCS C MaJbIM BECOM Ja)xe IMpHU
JIOHOLIEHHON OEepeMEHHOCTH, OHU BSJIO COCYT, HE NMPHUOABISIOT B Bece; JABUTATEIIbHOE U
NICUXMYECKOE pa3BUTHE Yy HUX OTCYTCTBYyeT. [Ipu oOcnenoBaHMM YacTO BBISBIISIOTCS
aHOMAJIMM BHYTPEHHETO yXa W IMOJHAas TJIyXoTa. B paHHeM MOCTHaTaabHOM MEPHOJE
HEpEeJKU NPHUCTYIbI amHOd C LHMAHO30M, MHUOKJIOHMYECKHE CYJOpPOTHM U BbIPAKEHHAS
CyZIOpOKHasi aKTUBHOCTh Ha DOI .
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[Ipy reMaToJOTMYECKOM  MCCIEAOBAaHMM 4YAacTO  OOHApPYXMBAKOT  BBICOKOE
cojiepkaHue (eTaiabHbIX M AMOPHOHAIBHBIX T'€MOITIOOMHOB M OOJBIIOE KOJIMYECTBO
AHOMAJIbHBIX JIEHKOLIUTOB.

[Ipy KapHOJOTUYECKOM HCCIEAOBAHUN B MOJABISIONIEM OOJBIIMHCTBE CIydacB
BBISBJISIETCS peryisipHas Tpucomusi 13-it xpomocomsl (47, 13+). Ognako nobaBouyHas
XpoMocoMa MOXXET OBITh TPAHCIOLMPOBaHA HAa JPYTYI0 XPOMOCOMY, dYallleé BCEro W3
rpynmbl D win G (poOepTCOHOBCKHE TPAHCIOKALMK), U TOTa OOLIEE YUCIO XPOMOCOM
paBHO 46. BeTpewatores u cimyyan Mmo3zaunusma 47, 13+ ,46.

Kapuoepamma 6onvnoeco ¢ cunopomom llamay 47, 13+

KuznecnocoOHOCTH AeTeit ¢ cunapomom [latay 3HAUUTENBHO CHIDKEHA, M OHH, KaK
IIPaBUJI0, YMUPAIOT B TCUCHUE HECKOJIBKUX JHEU WM MECSLEB MOCIIE POKICHUS.

XKenmuuel, pomuBmme  pebenka ¢ cuHapomom  Ilatay,  momyexar
KapuoJIoTH4eckoMy oOcienoBannio. B ciayuae oOHapyXeHUs TpaHCIOKAllMU TpU
MOCJEAYIONIMX OEPEMEHHOCTSIX UCIOIB3YIOT CpEJCTBa aHTEHATaJIbHOM JIMarHOCTUKHU
(Hamp., yJIBTPa3BYKOBOE HCCIEIOBAHUE, KAPUOTHUIIMPOBAHUE AMHUOTHUYECKUX KIIETOK).
bepeMeHHOCTh aHOMaJIbHBIM IUIOAOM TOJJICKUT TMpephiBaHu0. [Ipu oOHapyxkeHuUUu y
JKCHIIMHBI TPAHCJIOKAIIMKM, B KOTOPOM YYaCTBYIOT TOMOJIOTHYHBIE XPOMOCOMBI,
JNETOPOKICHHUE MMPOTUBOIIOKA3aHO.

Hcemoynuk: Bonvwas Meouyunckas Snyuxionedus (BM3O), noo pedaxyueti Ilemposckozo b.B., 3-e uzoanue



