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CuHpgpom [JayHa-

-3TO ogHa U3 opM reHOMHOW
naTtonornu, Npun KOTOPOW 4valle BCero
KapuoTun npeacrtasneH 47 XxpomocomMmamu
BMECTO HOpMarnbHbIX 46, NOCKONbLKY
XpOMOCOMbI 21-1 napbl, BMECTO
HOpManbHbIX ABYX, NpeacTaBneHbl TpeMs
KOnnamm




OTKpbiBaTenu

CvHapom nony4nn
Ha3BaHMe B YeCTb
aHrMUNUCKOro Bpaya
[xoHa [JayHa, BnepBble
onucasLlero ero B 1866

rogy.

CBs3b Mexay
NPOUCXOXOEHUEM
BPOXXOEHHOro cuHapoma
N UBMEHEHNEM
KonnyectBa XpOMOCOM
Oblna BbISIBfIEHA TOSbKO
B 1959 rogy
dopaHUy3CKUM reHETUKOM
YKepomom JlexxeHowm.
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UcTopus




AHrmunucknmn spad [>koH J1aHrgoH dayH nepBbiv
NULLIET U XapakTepuayeT cMHapom [ayHa, kak popmy
ncuxmyeckoro paccrpounctea B 1862 roay, u
cTaHoBUTCA Bonee N3BeCTHbIM OnMyornnMkoBaB CBOW
goknag B 1866 rogy. N3-3a anukaHTyca dayH
ncnonbL3oBan TepMnH MoHrorionabl. lpeacrasnexHue
0 cuHgpome [layHa 6610 O4eHb NPUBA3AHO K
pacnamy Bnnotb Ao 1970-x ronos.

[o cepeanHbl XX Beka npu4inHbl cuHgpoma [dayHa
OCTaBanncb a1 BCEX HEN3BECTHLIMU, OHAKO Oblna
N3BECTHA B3aMMOCBA3b MeX4y BEPOATHOCTbIO
poXaeHust pebeénHka ¢ cmHgpomom [layHa n
BO3paCTOM MaTepu, Takke Oblf10 U3BECTHO TO, YTO
CUHOpPOMY BbINM NOABEPKEHLI BCE pachl.
CyliecTsoBarna Teopusi 0 TOM, YTO CUHOPOM Bbl3BaH
COYEeTaHMEM reHETUYECKNX U HaCneaCTBEHHbIX
doakTopos. [pyrne teopun npuaepxmBanmnco
MHEHWS, YTO OH Bbi3BaH TpaBMaMy BO BpeMs pOaoB.

C OTKpPbITUEM TEXHOMNOINNM, NO3BONSOLLNX N3ydaTb
kapmotun B 1950-x rogax, ctano BO3MOXXHO
onpenennTb aHomManum XpoMOoCOM, UX KONNYECTBO U
doopmy. B 1959 roay >Kepowm JlexxeH oOHapyXun, 4to
cuHgpom [ayHa BO3HUKAET n3-3a TpmucomMmm 21-u
XPOMOCOMBbI.
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CuHgpowm [JayHa He aABMsieTCA peakon naTtonormen — B CpegHeMm
Habntogaetcs oauH cnyyvam Ha 700 pogoB; B AaHHbIA MOMEHT, U3-
3a rnpeHaTanbHOW ANarHOCTUKK, YacToTa PoXOeHUs eTEN C
cuHgpomom [ayHa ymeHswumnnace o 1 k 1100. Y mansymkoB n'y
OeBOYEK aHOManus BCTpevaeTcsl C 04MHAKOBOW YaCTOTOM.

Bospact matepu BNUSET Ha WaHCbl 3a4atnsa pebeHka ¢
cuHgpomom [ayHa. Ecnn maTtepu ot 20 0o 24, BEpOATHOCTb 3TOro
1 kK 1562, ecnn matepm ot 35 oo 39, 1o 1 k 214, a B BO3pacTe
ctaplue 45, BeposaTHocTb 1 K 19. XO0Tb BEPOATHOCTL U
yBeENuUYMBaeTCcs ¢ Bo3pactom matepu, 80% aOeten ¢ AaHHbIM
CUHLAPOMOM POXAAKTCS Y XKEHLMH B Bo3pacTe A0 35 NneT. 310
0bbsCHsIeTCs bonee BbICOKOW NIOAOPOAHOCTBIO 3TOW BO3PACTHOW
rpynnbl. [lo nocnegaHUmM gaHHbIM OTLOBCKUIA BO3pacT, 0COBEHHO
ecnu ctaplue 42 nert, Takke yBeNMYMBaeT PUCK .

CoBpeMeHHbIe uccriegosaHus (no coctodaHuo Ha 2008 roa)
nokasanu, 4To cnHapom [layHa oBycnoBrieH Takke criydanHbIMp
cobbITUSIMUM B npouecce hopMNpoBaHUS MOMNOBLIX KIETOK WU/Mnu
B6epemeHHocTN. lNoBegeHne poagntenen n akTopbl OKpYyKakoLLeN
cpenbl Ha 3TO HMKaK He BNUSIOT.
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[TaTodbunsnonorua

= CnHgpom [ayHa — XpoMOCOMHas
NaTonornsa, xapakrepusyrLiaacs
HanM4YnMem OONOSTHUTENbHbIX KOMUA
reHeTn4yeckoro marepuana no 21-u
XpOMOCOMeE, NIMBO MOSTHOCThIO
(Tpcomust), NIMBO YaCTUYHO
(Hanpumep, 3a CYET TpaHCcoKkauun).
[locnencTBus OT HANMUYUS
OOMNOSNTHUTENBbHON KOMUU CUSBbHO
pasnmMyatoTca B 3aBMCUMOCTU OT
CTENEHU KOMUN, F’EHETUYECKOW
NCTOPUN N YACTOU CINYyYanUHOCTMN.
CuHgpowm [dayHa BcTpedaeTcs Kak y
nogen, Tak u'y apyrmx sugos.




Tpucomusn

Tpucomus — 9TO HanM4yme TPEX roMOSTOrMYHbIX
XPOMOCOM BMECTO Napbl B HOPME.

CuHgpom [layHa 1 cXoOHble XPOMOCOMHbIE
aHoOMasiMun Yaule BCTpedaroTcsa y AeTeEWN, POXKOEHHbIX
HEMO0AbIMN XeHLHaMN. ToYyHasa npuynHa aToro
Hen3BeCTHa, HO, NO-BMONMOMY, OHA KaK-TO CBA3aHa
C BO3paCTOM SANLIEKIETOK MaTepu.

TpucomMmus NponucxoauT U3-3a TOro, YTo BO BpeEMS
MeKno3a raMeTbl He pacxoaatcs. [pu cnusaHumn ¢
raMeTon NPOTUBOMOSIOXHOIO nona y aMoproHa
obpasyetca 47 XxpomMocoMm, a He 46, kak be3
TpucomMum.

Tpucomus 21-in xpomocomel B 95% cny4vaes
SIBNSIETCS NPUYNHON BO3HUKHOBEHUSI CMHAPOMA
LayHa, n B 88% cny4aeB 1U3-3a HepacXoXaeHUs
MaTEPUHCKNX raMeT U B 8% — MYXKCKUX.



Mo3avuuuim

= Ipncommsa 0Obl4HO Bbi3BaHa
HepacxoXaeHnem nonoBbIX KIETOK (raMeT),
B 9TOM Cny4ae ocCTalbHble KIeTKU
opraHnama B nopsagke. lNpu mosanumsme
3arTparmBaroTCA HEKOTOPbIE HEMOMOBLIE
KIETKU, U B HUX TaKXe NPUCYTCTBYET
Tpucomus no 21-n xpomocome. [JaHHbIN
BapuaHT pa3BuTnsa cuHgpoma [layHa

Ha3blBaeTCs «MO3anyHbIN cuHOpoM [layHa»
(46, XX/47, XX, 21).

= [lo gaHHOMY TUMy CMHOPOM NOSABNSIETCA B
1—2% cny4aes.







PopMbl
cCUHApoOMa

HayHa




[MpumepHo B 91% cryyaeB BO3HMKAET HEHACNEOCTBEHHbIN
BapuaHT Done3Hn — npocTtasi nofHasa Tpucomma 21
XPOMOCOMbI, 0ByCroBfIEHHAA HEPACXOXAEHNEM XPOMOCOM
BO BpeMs meno3a. [MpumepHo y 5% B0rbHbIX
HabntogaeTca Mmo3anunam (He Bce KIETKN coaepkaT
NNLLHIOK XPOMOCOMY). B oCcTanbHbIX Crydyadax CUHOPOM
BbI3BaH CNoOpagu4ecKkon Unum Hacnegyemom
TpaHcrnokaunen 21-n xpomocomsl. Kak npasuro, Takme
TpaHCrnoKauum BO3HNKAOT B pesynsrate CrUsaHUS
LeHTpoMepbl 21-1 XpOMOCOMbI U OPYrou
aKpOLIEHTPUYECKOMN XPOMOCOMbI. PeHOTUN BONbHbLIX
onpependaerca Tpucommnen 21922. NoBTOPHbIN PUCK
poxaeHust pebeHka ¢ cuHapomom [layHa y poguTenemn c
HOpMaribHbIM KapuoTunom cocTtaenseT okosio 1% npwu
0ObI4HOM TPUCOMUM Y pebEHKa.

NHdopmauns 06 aTux peakmx popmax saHaymma asns
poauTESNEN, TaK Kak PUCK POXOEHUA OPYrUX OETEN C
cuHgpomom [layHa pasnuyeH npu pasHbix dpopmax. Tem
He MeHee, ANA NOHMMaHUA PasBUTUA OeTen 3TN pasnuyns
He TaK BaXXHbl. XOTHA NpodoecCcmnoHarbl CKIOHHbI CYUTaTb,
YTO 4ETU C MO3andHOM bopMOon cnHapoma [dayHa otcTaloT
B CBOEM Pa3BUTUN MEHbLLE aeTen ¢ apyrumm doopmamm
9TOro CMHApPOMa, AOCTaTOYHO yoeanTeribHbIX
CpaBHUTESbHbIX UCCed0BaHUM Ha 3Ty TEMY MNOKa HET.



[lnarHocTuka




BepemeHHast XXeHLWmMHa MOXET NponTKU obcnegoBaHMe Ha
BblSiBfieHMe HapyLweHnn nnoga. MHorme ctaHgapTHble
nopoaosble 0bcriegoBaHNs CNoCoOHbI 0OHAPYXUTb CUHAPOM
[ayHa y nnoga. Hanpumep nmetorcsa cneumdpudeckme Y3
NpPU3HaKM cuHapoma. 'eHeTn4yeckme KoHcyrnstaumm ¢
reHeTUYEeCKUMM TECTaMN, TaKUMUN, KaK aMHUOLIEHTE3, buoncus
XOPUOHA, Unn KOPAOLEHTE3, KaK NpaBuno npegnararTcs
CEMbSIM, PUCK POXKOEHNA B KOTOPbIX peDEHKA C CUHAPOMOM
[ayHa Hanbonee Benuk. OgHako MHBa3MBHble 06cnenoBaHUS
NPOBOANTL HE PEKOMEHOYETCS, €CIN XeHLMHe bonblue 34-x
NeT N He NHBa3uBHble 06CcregoBaHMAa HE NoKas3anu BEPOATHbIX
HapyLUEHUN.

AMHUNOLIEHTES N BMONCUA XOPMOHA CHNTAOTCS MHBA3UBHbBIMU
obcneaoBaHNAMU, Tak Kak BO BPEMS MX B MaTKy XKEHLLVHbI
BBOASAT pasfiniHble MHCTPYMEHTbI, YTO HECET B cebe HEKOTOPLIN
PUCK NOBPEXOEHUS CTEHKN MaTKW, NNnoda Unu gaxe BblkMabILa.
Puck Bbikuablwa npun dnoncum xopmoHa — 1%, npwu
amMmHuoueHTese — 0,5%.

Ha gaHHbIM MOMEHT aMUHOLIEHTE3 CYMTAETCHA CaMbiM TOYHbBIM
obcnegoBaHueM. [1na nonyyvyeHns pesynsTaTtoB Y KEHLLUHbI
TpebyeTcs B3sTb HA aHanM3 aMHUOTUYECKYHO XXMOKOCTb, B
KOTOPOW No3Xe BbISABAAOT KNeTkn nnoga. JlabopaTtopHble
paboTbl MOryT 3aHATb HECKONbKO Heaernb, HO BEPOATHOCTb
npasunbHoro peaynsrata — 99,8%. JIOXKHO NONOXUTENbHbIN
nokasaTesnb OYeHb HU3OK.



XapaKTepHble 4YepThbl

«nnockoe nuuo» — 90%
Bpaxuuedanna (aHomanbHoe
ykopoudeHue yepena) — 81%
KOXXHas cKrnagka Ha wee 'y
HoBOpPOXAEHHbIX — 81%
3MNMKaHTYC (BEpTUKanbHas
KOXXHas cknagka, npukpbiBaroLLas
MeanarnbHbIA Yros rnasHou LLenm)
— 80%

rMNepnoaBMXKHOCTbL CyCTaBOB —
80%

MblLevHaa rmnotoHns — 80%
NNOocKun 3aTblnok — 78%
KOpOTKMe KoHeyHocTn — 70%

GpaxumesodanaHrus
(yKopo4eHue Bcex nanbLeB 3a
CYeT HegopPa3BUTUSA CPEAHNX
danaHr) — 70%

KaTapakTa B Bo3pacTe cTaplue 8
net — 66%

OTKPbITbIN POT (B CBSA3M C HU3KUM
TOHYCOM MbILUL, 1 OCOObLIM
cTpoeHnem Heba) — 65%

3ybHble aHoManum — 65%

KNMMHOOAKTUNMSA 5-ro nanbua
(nckpuBnNEHHBLIN MU3nHel) — 60%

apkoobpasHoe («roTnyeckoe»)
HEBO — 58%

nnockasi nepeHocuua — 52%
boposayaTtbin a3blk — 50%

nonepeyHas nagoHHas ckrajgka
(HasbiBaemas Takxe
«0besbsiHben») — 45%

KopoTkas wmnpokas wea — 45%
BINC (BpoXXaEHHLIN MOPOK
cepaua) — 40%

KopoTkun Hoc — 40%

cTpabusm (kocornasme) — 29%
aedopmMaums rpygHon KneTku,
KnneesmgHasi nnu
BOpOHKoOBpasHaa — 27%

NMUrMEHTHbIE NSATHA MO Kpato
pagyXkn = natHa bpywdunbaa
— 19%

anncuHapom — 8%

CTEHO3 UNnun aTpesuns
ug;eHaJ:I,uaTmnepCTHoﬁ KULLIKN —
8%

BPOXOEHHbLIN Nenkos — 8%.






[lepcneKkTuBLI
pa3BUTUA

CTeneHb NposBneHns 3aaepXXkn YMCTBEHHOIO 1 pe4eBoro
Pa3BUTUS 3aBUCUT KaK OT BPOXOEHHbLIX (hakTOpPOB, TakK u
OT 3aHATUN ¢ pebeHkom. [leTn ¢ cuHgpomom [ayHa
obyyaembl. 3aHATUSA C HUMU NO cneunarbHbIM
MeToAuKaM, YYNTbIBaOLLMM OCOBEHHOCTU NX Pa3BUTUSA U
BOCNPUATUSA, OObIYHO NPMBOAAT K HEMSTOXUM
pesynsraram.

[MpooomMmKUTENBHOCTL XXM3HU B3POCHbIX C CUHAPOMOM
[ayHa yBennymnacb — Ha CErogHAWHNN OeHb
HOpMaribHasa NPoaOMKNUTENBHOCTL XKN3HK 6onee 50 ner.
MHorune nogn ¢ gaHHbIM CUHOPOMOM BCTYNatoT B Dpaku.
Y MyX4unH HabnogaeTcsa orpaHUYeHHOE YNCTIO
cnepmaro3ongos, 60NbLMHCTBO MY>XYMH C CUHOAPOMOM
[ayHa 6ecnnogHbl. Y XeHLWmH HabnogarTes
perynsipHble mecsiuHble. o kpariHen mepe 50% XeHLWWH
C cnuHapomom [layHa moryT umetb geten. 35—50%
OeTen, poXXOEHHbIX OT MaTepeun ¢ cMHapomom [layHa,
poxgatTcsa ¢ cuHgpomom [layHa unu gpyrmmm
OTKINOHEHNAMMWN.
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