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CHEIU®UYECKHUE OCOBEHHOCTH JETEN C CUHAPOMOM JIAYHA

Annomayusn: 6 0aHHOU cCMamve pacKkpvl8aomcs OCHOBHbLE NOHAMUSL O CUHOPOME
HHayna. Onpeoensromes npuuunsl podcoenus demeti ¢ CuHopomom ayua, cneyughuxa
U3 8HewHe20 8uoa. Ymounsaromes npoyedypul 0Jisl 8bIA68NEeHUA NPULUHBI 603HUKHOBEHUS

demeil ¢ cunopomom Jlayua.

Knrwoueswvie cnosa. cunopom /layna, cneyugpuxa, demu, vacmoma 603HUKHOGE-

HUs, NpuduHsl cuHopoma Jlayua.

CunpoM jJayHa BriepBbie OblI onucaH B 1866 rogy 6putanckum ydeHbiM J[xo-
HoM JIaHrnonom JlayHoM, a €ro XpoMOCOMHOE MPOUCXO0KICHUE ObIII0 00OCHOBAHO B
1959 rony.

[To craructuke oauH pedeHok u3 /00 HOBOPOXKJACHHBIX MOSBISETCS Ha CBET C
cuHpomMoM JlayHa. DTO COOTHOIIEHUE OAMHAKOBO B Pa3HbIX CTpaHaX, KIMMaTenye-
CKHUX 30HAaX, COIMAIBHBIX closix. OHO HE 3aBUCHUT OT 00pa3a >KM3HU POJUTENEH, X
3I0pPOBbSI BO3pAcTa, BPEAHBIX MPUBBIUCK, MUTAHUS, JOCTaTKa, oOpa3oBaHUs, LIBETa
KOXXU WM HAIIMOHAIBHOCTH. MalbUuKU U JI€BOYKU POXKIAIOTCA C OJJHUHAKOBOM Ya-
cTOTOM. PoauTesnn mpu 3TOM UMEIOT HOPMaJIbHBIH Habop Xxpomocom [3].

B Poccun yarte Bcero ucrnonb3yercsi TepMUH «0ome3ub JlayHna». Hexotopsie crie-
[IUATKCTHI YTBEPXKIAl0T, YTO CYIIECTBYET JakKe JiBa AuarHo3a: 0ose3Hs JlayHa u cuH-
npom JlayHa, oJHaKO OOJIBIITMHCTBO YUEHBIX CUMTAET, UTO ATO HE 0OJIe3Hb, @ UMEHHO
TeHETUYECKOE HapyIIeHUE, KOTOpOe 00YCIOBIMBAET OCOOEHHOCTH Pa3BUTHS peOCHKA
B paHHeM Bo3pacte. « CHHAPOMY 03HAa4YaeT OMpeIesIeHHbII Ha00p MPU3HAKOB MITH OCO-

OEHHOCTEM.
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[lenTp Hay4YHOrO coTpyaHunuyecTBa « MHTEpaKTHB IJIIOC»

[Tpuunna Bo3HUKHOBeHUs cuHapoMa Jlayna. Eciu xpoMocoMHbI HAbOp miioga
OTJIMYAETCS OT OOBIYHOTO, TO 3TO BJIEUET 3a COO0H OnpeieNIeHHbIE TOCIECTBYS, HAIIPU-
Mep, B OIJIOJIOTBOPEHHOMN KIIETKE OKa3biBaeTcs He 46, a 47 xpomocoM. B aTom citydae
B MpoIecce Meiio3a 0iHa U3 OTIIOBCKUX WJIM MATEPUHCKUX XPOMOCOM — JIBa/ILIATh MIEp-
Bas — HE pa3Jeauiach U 00pa3oBaia Tak Ha3bIBAEMYIO 3UT'OTY, U BO3HUKIIA TPUCOMHMSI-
21, To ecth cunapom JlayHa.

CrangaptHas tpucomusi-21 — 94% ciyuaes. 21 xpomocoMa B 3TOM clly4yae Haxo-
JIIIACh B KJIIETKE CIIEPMBbI WM siLiekieTke. OMIo10TBOpEHHAS AULIEKIIETKA CoiepKaia
47 XxpoMocoM, B BCe OCTajlbHbIe Toe. TpaHciokarmonHas TpucoMus-21 — 4% ciy-
yaeB. B aToMm cityuae oopmarMeHT u3 ogHoM Tpex 21-x XpoMOoCcoM MpUKpPETIIeH (TpaHc-
JOMPOBAH) K APYroi, Kak mpaBmio, k 13, 14, 21 wnu 22-i1. Mo3anynas gopma Tpu-
comuu 21 HabmomaeTcst peako, npumepHo, B 2% cinydae. [Ipu Takoi dhopme Tpuco-
MUH Yy JE€TeHl 4acTh KJIETOK 001aat0T OOBIYHBIM XPOMOCOMHBIM Ha0OpOM, a YacTh —
M3MEHEHBI, TO €CTh B HUX HAOJI0aeTCs JIOTIOJIHUTENbHAsS XpoMocoma B 21 mape [4].

Jlis  yCTaHOBIIGHHST TOYHOTO JMAarHo3a HEOOXOAMMBI CIeNHaIbHBIA aHaIn3
KpPOBH, KOTOPBIN HA3BIBACTCS AHAIM30M HAa KAPUOTHIL. DTOT aHAIW3 TO3BOJISIET HE
TOJIKO BBISIBUTH HaMuue cuHapomMa JlayHa, HO M ycTaHOBUTH (popmy Tpucomuu-21.

Ecnu aHanu3 noka3pIBaeT, 4To y peOeHKa TpaHcaoKauoHHas (opmMa TpUCOMUU-
21, 3HAYUT, y OJTHOTO U3 POJUTEICH MOXKET IPUCYTCTBOBATh HACIEACTBEHHAS TCHETH-
Yyeckas aHOMalMs, U €CTh BEPOSATHOCTh, YTO B JajlbHEHllleM, OH MepenacT ee Io
HacneAcTBy. [Ipy mOBTOpHO#N GepeMEHHOCTH YBEIHMUNBACTCS BEPOSITHOCTD POKICHUS
pebenka ¢ curpomoM JlayHa, mpudec BEpOsITHOCTh 3TOTO cocTaBisieT ot 2 10 15%. B
Clly4ae CTaHJapTHOW WJIM MO3auyYTHOM TprucoMUU-21 poxaeHne B 3TON ceMbe pedeHKa
¢ cuHIpoMOoM JlayHa nmpakTH4YecKu He ObiBaeT [2].

N3 xapakTepHbIX BHEITHUX MPU3HAKOB CHHIPOMa OTMEYAIOT MJII0CKOE JIUIIO € pac-
KOCBIMM IJa3aMU (KaK Yy MOHTOJOMJIHOM packl, MO3TOMY paHbIlI€ 3TO 3a00J€BaHUE
Ha3bIBAJIM MOHIOJIM3MOM — MONgolism), mmpokuMu rydoaMu, NIMPOKKM TUIOCKUM SI3bI-
KOM C TJTyO0OKO# TTpo10IpHON 60po310ii Ha HeM. ['os1oBa Kpyrias, CKOIMIEHHBIN y3KUil
7100, YIIHBIE PAaKOBUHBI YMEHBIIICHHI B BEPTUKAIHHOM HAIPaBICHUH, C TPHUPOCIICH

MOYKOW, IJ1a3a ¢ MATHUCTOMN payKHOH 000sioukoi (msitHa bpymidensaa — Brushfield's
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spots). Bosiockl Ha rojioBe MATKUE, PEAKUE, MPSMbIE ¢ HU3KOM JIMHUEH pocTa Ha Iiee.
g moonen ¢ cunapomoM /layHa XapakTepHbl U3MEHEHUSI KOHEYHOCTEW — YKOPOUEHUE
U paclIUpeHue KUCTeN U cTol (aKkpoMukpus). MuU3HUHEl YKOPOUYEH U UCKPUBJIEH, Ha
HEM TOJBKO JiBe crubatenbHbie 00po3abl. Ha 1afgoHax Toiapko ojHa nomnepedyHas 0o-
po3zna (uerbipexnanas). OTMeuarTCs HEMPaBWIbHBIM POCT 3y0OB, BBICOKOE HE0O, U3-
MEHEHHUSI CO CTOPOHBI BHYTPEHHHMX OpPraHOB, OCOOCHHO THUIIEBOTO KaHajga W
cepana [1].
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