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21 MAPTA

F «ME)K,uyHAPonHlsTﬁ NEHB
YENOBEKA C CUHAPOMOM OAYHA»



Bce noou pa3rnuyHbl, mosibKo
Hekomopbkie omnu4aromcs

Om Opyaux 4yymp borbuwe.

Ho ece MbI pa3riuyHbie rno-ceoemy.

UcTopuyeckas cripaBka:

Jlenb d4yenoBeka ¢ cuHApoMoMm JlayHa yTBEpkaeH EBporierckou
Accomuanuenn Jlayn cuaapom Ha VI MexayHapogHOM CHMITO3UYME
«OcobenHoctn cuHapoMa JlayHa» Ha octpoBe Maiiopka B depane 2005
roga. Bnepeie 10T ieHb otMedanca 21 mapra 2006 roga. [leHp um Mecsin
ObIM BBIOpAaHBI B COOTBETCTBUHM C HOMEPOM IIapbl M KOJWYECTBOM
XPOMOCOM.
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KonuyecTBeHHbIe nokKa3aTenu nuy ¢ cuHapomom [layHa
(UHdh. 6ronneteHb, BbinycKk Ne 9)
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YTOo Takoe cuHpgpom [layHa

Cuvngpom [ayHa - 9TO pe3ynbraT XPOMOCOMHOIoO pacCcTpoucTBa, OObIYHO
NPOSIBMAIWNNCA B HanNMuYUM NULLHEN XPOMOCOMbI B KaXOoW Knetke Tena pebeHka.
CuHOpOM nony4ynn HasBaHWE B YeCTb aHrmmuckoro Bpada [koHa HayHa (John Down),
BnepBble onucasliero ero B 1866 roay. CBsA3b MeXay NPOUCXOXOEHUEM BPOXOEHHOIO
cuHgpoma U M3MEHEHMEM KONMYecTBa XPOMOCOM Obifna BbisiBNeHa ToNbko B 1959 roay
dopaHUy3CKUM reHeTukom Kepomom JlexxeHom. Teno 4Yenoseka COCTOUT U3 MUITIMOHOB
KNETOK, KaXgad Wu3 KOTOpbiIX OObIMHO coaepXuT 46 XpoMocoM. XpOMOCOMbI
PAcrnonoXeHbl napamMmn - NOSIOBMHA OT MaTepu, NOSIoBMHA OT oTua. Y naen c
cuHgpomom [ayHa B 21-u nape nNpUCYTCTBYET OOMOSIHUTENbHAA XpPOMOCOMA,
BCNEACTBUE Yero, B KNeTkax okasbiBaeTcs no 47 xpomocoMm. IMeHHO noaTomMy obblyHas
dopma cuHgpoma [dayHa HasbiBaeTca Tpucomms 21. Mo mepe pa3Butusa pebeHka Bce
KNnetTkn Oyayt pactu u3 NepBOW KNETKU, W BCeE OHU OyayT copgepXatb JNLLHIOW
xpomocomy. Okoro 96% peten c cuHapomom [layHa poXgarTcs C 3ToU popmMou
Tpucomun. Y octaBwmxca 4% rnuwHAa XpomMocoma unu npuobpetaetcs Opyrnm
cnocobomMm, TOorga 9dta opma HasblBaeTCs TpaHcroKauuen, WUnm He BCe KIETKU
cogepXar NULLHIOK XpoOMOCOMY, Torga ata dpopmMa HasblBaeTCca MO3anLun3M.



XapakTepHble 4YepTbl, 0ObLIYHO conyTCcTBYHOLWME cuHapomy [layHa

O6bI4HO cnHgpomy [layHa conyTCTBYHOT criegytolmne BHELWHNE NpU3HaKK (CornacHo gaHHbIM 13 Bpolutopsl LeHTpa «[dayHcang Any):
«nnockoe nuuo» — 90 %

6paxmuedanua (aHomanbHoe ykopodeHue yepena) — 81 %

KOXHas cKnagka Ha Lee Yy HOBOpOXOeHHbIX — 81 %

MOHronongHbln paspes rmas — 80 %

MOYKM YLLEN MIOX0 pas3BUTbl N OKa3bIBAKOTCA NPMPOCLLNMN

3NUKaHT (BepTMKanbHaa KOXHagA cKknagka, npukpbiBaloLwaa MmegmarnbsHbeln yrosn rnasHon wenu) — 80 %
rmnepnoaBmXHOCTb cycTtaBoB — 80 %

MblLLedHasa rmnotoHns — 80 %

NS10CKUM 3aTbiNoK — 78 %

KOpoTkmne kKoHe4yHoctn — 70 %

BpaxumesodanaHrusa (YKopodeHne Bcex nanbLeB 3a CHET HeaopasBuTua cpegHux doanadr) — 70 %
KaTapakTta B Bo3pacTe cTtapLue 8 net — 66 %

OTKPbITbIN POT (B CBA3M C HA3KMM TOHYCOM MbILLLL U OCOBbIM CTpOeHneM HEBa) — 65 %

3y6Hble aHoManun — 65 %

KNUHOOAKTUIINA 5-ro nanbua (MCKpUBMEHHbIN MU3nHel) — 60 %

apkoobpasHoe («rotuyeckoe») He6o — 58 %

nnockasa nepeHocuya — 52 %

boposayvaTbin A3blk — 50 %

nonepeyHasa nafoHHas cknagka (HasbiBaemasi Takke «obe3baHben») — 45 %

KopoTKasa wnpokasa wea — 45 %

BIC (BpoxaeHHbIN nopok cepaua) — 40 %

KOpOoTKMn HoCc — 40 %

cTpabusm = kocornasme — 29 %

aedopmMaums rpyaHomn KrneTkn, KunesmgHasa unm BopoHkoobpasHas, — 27 %

MUrMEeHTHbIE NATHA NO Kpato pagyXku = natHa bpywdunsga — 19 %

anncuHgpom — 8 %

CTEHO3 Unun atpesna 12-nepCTtHon KUK — 8 %

BPOXXOEHHbIN 1ienko3 — 8 %.
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