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PAHHAA AUATHOCTUKA CUHOPOMA OENELUN
1p36 Y PEBEHKA C KAPOMOMMUOIATUEWN

Xaposa O.I., BacapruHa E.H., NanpaeBa J1.A.,
KonpakoBa O.B.

HaunoHanbHbIN MegULMHCKUIA UCCrenoBaTenbCKUi LEHTP
3n00opoBbs getert MuHsgpasa Poccun, Mocksa, Poccus

Knouesnbie criosa: cuHOpom Oeneyuu 1p36; demu;
KapOuomuonamusi

Axmyanvrnocms. Cunapom nenenuu 1p36 — oauH U3 4acTo
BCTPEUAIOIINXCS JIECIIMOHHBIX XPOMOCOMHBIX CHHPOMOB C pac-
npoctpanéHHocThio oT 1/5000 10 1/10 000 KHUBBIX HOBOPOKIAEHHBIX,
SIBJISTIOIIIMICST PE3yJIbTaTOM YaCTHYHOI T'eTepO3UTOTHOH JeNeliy B
JIUCTANBHON YaCTH KOPOTKOTO Iuieda XpoMocombl 1. OcoOeHHOCTIMI
CHHPOMA SIBJISIIOTCS XapaKTePHBIH YePermHO-JINLEBOI Tu3MopdU3M,
3aIep’KKa yMCTBEHHOTO Pa3BUTHSI, MBIIIEUHAask THIIOTOHUS, HapyIle-
HUSI CITyXa M 3peHHs, MOPaKEHUE CePAEeUHO-COCYAUCTON CHCTEMBI,
srtenicust. Hamu ormicalbl 0cOOEHHOCTH TeUeHHsT CHHApoMa 1p36
y peO&HKa ¢ KapIHOMHOTIaTHEH B BO3pacTe | Mec KHU3HU.

Onucanue kaunuueckoeo cayyas. C poKICHUS Y JEBOYKH BBICITY-
MIBAICS IIyM HaJ 001acTeio cepana. C 5-X CyTOK KH3HH yXy/AIICHHe
COCTOSIHUSL: BSUIOCTB, MIEpecTaa cocaThb, akpoLHaHo3, TAXUITHOA. B Te-
YeHHE CYTOK HapacTaja JbIXaTeJIbHast ¥ CepACUHAsI HeI0CTaTOYHOCTb,
MoTpeOOoBaBIIIast EPEeBO/ia Ha NCKYCCTBEHHYIO BEHTHIISILIUIO JTETKHX.
[To maHHBIM >XOKapauorpadguu — JUIIATAIVS JIEBOTO JKEIyI0UKa,
NErovYHasi THIIEPTEH3Hs, C 3 HeJl JKH3HU — CHIDKEHHE COKPATHMOCTH
MHOKap/a. B Bo3pacte 1 Mec moctynmia B KapAHOJIOTHIECKOE OT/Ie-
JICHUE ¢ HaPaBJIAIOMNM JHAaTHO30M: «IMIaTallHOHHAsS KapJHOMHUO-
natus». [lo naHHBIM 3Xx0Kapanorpaduy — BbIpasKeHHAs AMUIATAIMs
JIEBBIX OT/IEJTIOB CEep/lla, IPH3HAKH HEKOMIIAKTHOTO MHOKap/ia JIEBOTO
JKETyHA04Ka, BRIPAKEHHOE CHIDKEHHE COKPATUTENBHOH CIIOCOOHOCTH
MHOKapaa ¢ pakiueil BeiOpoca neBoro xenyaouka 20%. Obpamianu
Ha ce0s1 BHIMaHHE 0COOCHHOCTH (DEHOTHITA: H30BITOUHOCTH KOYKHBIX
CKJIaJ0K, HU3KO IMOCAXKEHHBIE YIIHbIE PAKOBUHBI, TUIIEPTPUXO3, BbI-
CTYMAIONIHH JIOO, COCYUCTOE ISITHO B 00NacTy 110a, 3aThIIKa, BEPX-
Hel TyOBbl, BBICTYTIAIOIINIT 3aTHUIOK, BAPHAHT MONIEPEYHOH JTaJOHHON
00po37bI ciieBa, moauTenus cripasa. Ha 3-if Henene npeObIBaHUs B
OT/IENICHUH — AEOI0T SIHMIIETICHU B BUJIE KIOHMYECKUX CYAOpPOT KO-
HewyHocTel, Ha D3I BbIsBIICHA YMIIenTH(OPMHAs aKTUBHOCTb. [Ipo-
KOHCYJIBTHPOBaHA BPadOM-TEHETHKOM, Ha OCHOBAaHHH COUECTaHUS Kap-
JIMOMHONATUH, 0COOCHHOCTE! (PEeHOTUIIA U SMMIICTICUU 3alI0A03PEH
CHHAPOM Jesenin 1p36, IuarHo3 MoATBep KAEH MO JTaHHBIM MoJle-
KyJIPHO-TEHETHUECKOTO UCCIE0BAHUS METOAOM MYJIBTHUILIEKCHON
JIUTa303aBUCHMOM aMILTH(HUKAIMKU TPO0: BEISBICHA JICJICNs B TeTe-
PO3HUTOTHOM COCTOSIHUH B XpoMocoMHoH obmact 1p36.33. JleBouke
no00paHa Teparus CepAeUHON HeI0CTaTOYHOCTH, BPadyOM-HEBPOIIO-
TOM Ha3Ha4YEHa IPOTHBOCYOPOKHASI TEPAIIHsI, OHA OCMOTPEHA Bpada-
MH-CIICIHATICTaMH (CYpI0II0T, 0()TaIbMOIIOT), B BO3pacTe 2 MEC KU3-
HH BBIITECAaHA JIOMOH JUIs TIPOJIOJDKEHHS aMOyIaTOPHOTO HAOIFOICHUS.

3axnouenue. B naHHOM Cydae HACTOPOKEHHOCTh B OTHOLICHUH
JIOTIOJTHUTENIBHBIX CUMITOMOB M HH(OPMHPOBAHHOCTD O FeHETHYe-
CKHX CHHJIPOMAX, CONPOBOKIAIOIINXCS KAPANOMHUONIATHEH, TO3BOJIH-
JIM CBOEBPEMEHHO 3aI0I03PUTh M BEPUBHIIPOBATD THarHo3. PanHss
MIOCTaHOBKA AMAarHo3a Jajia BO3MOXKHOCTB IIPOBECTH aJIeKBaTHOE Me-
JIMKO-TeHEeTHYECKOe KOHCY/IBTHPOBAHUE CEMbH, HaYaTh CBOEBPEMEH-
HOE HaOIoIeHNnEe peOEHKA CTICIUATUCTAMH.



