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MoJteKyJisipHO-reHeTVYecKyie MeTOAbl — 3TO I'PyIIia
MEeTOJIOB, IIpelHasHavYeHHas 1 BbISBIIeHVIS
Bapualui (IIoBpeXieHnin) B CTpyKType ydacTtka JJHK
(a1eris, reHa, pervoHa XpoMocoMsbl) . B ocHOBe 3T1X
MEeTOJIOB JIe)KaT TeHHO-MIDKeHepHble MaHWITYJISLIVIV C
AHK v PHK. VMlexomabivm sTarom Bcex MOJIeKYJISIpHO-
TeHeTYeCKX MeTOIOB sBJIsieTCs I10JIyueHre 00pas3IoB
HHK. Victounvkom renomuon JJHK MoryT ObITH
JII00BIe ArpocopepXarye KieTknt. Ha rmpakTuke garme
VICIIOJIB3YIOT JIEVIKOLIVITEI, XOPVIOH, aMHMOTIYeCcKye
KJIETKY, KYJIbTypbl (priOpo0s1acToB.



—

Abl MONEeKYnspHOU reHeTUKMU.

BEHVPOBaHWS — OIIpefiesIeHVe HyKIIeOTUIHO
paOCTI JTHK. TakiM MeTomoM IO THOCTBIO
BaTeJIbHOCTDh HYKJIEOTV/IOB F'eHOB IJI00MHa,
 (MHCYIIMHA, TOPMOHA POCTa, ITIPOJIaKTIHA U

eTOo/], IIoJIMMepasHO LEeIHOV peaKIny (MCII0JIb3yeTCs IS

maeHus unciia dpparmenTos JJHK).

eToJ1 MOoJTyYeH sl IPariMePOB, COOTBETCTBYOIINX M3BECTHBIM

aM.

TOJI TMOpMAM3aLY HYKJIEMHOBBIX KVMCIIOT.

Toz KoHMposaHus [THK.

L 6. MeTojt mrosTydeHisi pekoMOmHaHTHBIX MosteKysT1 JTHK.
7. MeTop niosryueHst 0eJIKOB C [IOMOIIIBIO PEKOMOVHAHTHBIX
MmoJtekyst JJHK.
8. Co3maHme OMOIIMOTEKM TeHOB — II0JIHOI'O Habopa (KOJUIeKIInN)
KJIOHMPOBaHHBIX PparmenTos [IHK, rmosryueHHbIX B pe3yibraTe
pectpuknym totaibHon JTHK.



ayHa (TpycoMus 10 xpoMocome 21) —
T€HOMHOVI ITaTOJIOTVV, ITPVI KOTOPOL
TUII ITpeiCTaBJIeH

CTO HOpMaJIbHBIX 46, IIOCKOJIbKY
OMOCOMBI 21-11 Iapkbl, BMECTO HOPMaJIbHBIX

, IIpeJicTaBiIeHbl Tpems Kormamyt . CyIrecTsyer
IBe (POPMBI JAaHHOTO

JIpOMa: TPAaHCIIOKAIMAXPOMOCOMEI 21 Ha gpyrme
OCOMBI ("arile Ha 15, pexxe Ha 14, emné pexe Ha 21,
22 1t Y-xpoMocomy) — 4 % city4daes, M MO3aMYHBIN
BapMaHT CUHApPoMa — D %.
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pMAIOCHYTHI HOC 1 LD,
NPUNOAHATbIE BBEPX
CKOLEHHbIE rNa3a.

OAnHOYHaA CKNAKa Ha NaAOHM ("06e3bAHbSA")

YKOPOUEHHbIA NATbIiA nanew,

NOBEPHYTbIA BHYTPb.

[laneko oTcTaBneHHbIi Honbluoi naneL
1 Pa3BHTbIE KOXHbIE CKNGAKM Ha CTYNHE.




DopmMmblI cHApoMa [layHa

1. Tpucomms o3HaUaeT HaJI4de Tpex XpOMOCOM
BMECTO ABYX. AHaJIM3BI VICCIIEOOBAaHI IIOATBEPOAVIIN,
YUTO JIMIIIHAS XPOMOCOMA I'PYIIIIBI aY TOCOM IIPMBOONUT K
aHOMaJIVIVL pasBUTIS SMOprioHa. BosHUMKHOBEHME
OoJiesHM [layHa CBA3BIBAIOT C «M3HAIIIBAHVIEM»
JKEHCKOI'0 OpraHmsMa 1 00s1e3HAMI II0JIOBBIX OPTaHOB.

2. TpaHCII0KalIMOHHBIN cMHApOM [layHa - riepeHoc
r'eHa vwiv (pparMeHTa XpOMOCOMBI B JIPYTO€ TI0JIOKEeHVIe
B TOVI >Ke IV JIPYyrov XpoMocoMe. B TpaHciokaro
BOBJIeKaroTCs 15-15-a m 21-22-9 ayTOCOMBI, HO YIMCIIO
XPOMOCOM B HaDOpe ocTaeTcsd paBHBIM 46.

5. CuaapomM [dayHa ¢ MO3anIIM3MOM

MosanimsMm - TpeTbs Pa3sHOBUIHOCTb XPOMOCOMHBIX
aHOMAJINV BbIpa’kaeTcs IIPVICYTCTBVIEM B OTHVIX
KJIeTKaxX HOPMaJIbHOI'O Yycila XpOMOCOM 46, a B PYyImx
— 47 XxpoMocoM, T. e. TprcoMM 110 21-11 rmape XpoMOCOM.



CunigpoMa /JayHa SApKO BbIpaXeHBI 1 OTYETIIVIBO
BIAIHBI BO BHEIITHOCTY XapaKTepHble (pr3ndecKue
OTJIYIL: TUIOCKOE JINIIO, KOCOV paspes I71a3, CKIajKa
Ha BEpXHEM BeKe, HellpaBlIbHas oopMa deperna,
IUIOCKMIL 3aThUIOK, MaJIeHbKVe yIITHble PaKOBWHBI,
KOPOTKMe HVYDKHVE 11 BepXHIe KOHEUYHOCTV, KOPOTKIe
HaJIbLIbI, VICKPVBJIEHHBIVI MU3VIHEL], IMeeTCH
[IOIIepeYHas CKIaIKa Ha JIJIOHM.

HeoOrruHble, Kak VX Ha3bIBAIOT «COJTHEYHBIE €T
YacToO MMEIOT IIOPOKM CepLia, IJId HUX XapaKTePHDI
TOPMOXXeHWe 1 VMICKaXXKeHVe pocTa KOCTell, YMCTBeHHasd
OTCTaJIOCTh, CHVDKEHHBIV MBIIICYHBIVI TOHYC,
HapylleHVe KOOpAMHALN IBVDKeHNIL. Takne pedsaTa
[103)Ke HaUMHAIOT XOOUTb, TOBOPUTH, HO Y MHOIMX U3
HIIX €CTb MY3bIKaJIbHBI CIIYX.



CUHJIPOM DJIBAP/ICA




Bap/ica — 3TO TeHeTN4YecKoe
DOJI , XapaKTepu3yIolreecs Oy 0mpoBaHeM
(tpricomment) XVIII XxpoMOCOMBI 1 TIPOSIBIISIIOIIEECS]
2JIBIM PSAIOM XapaKTepPHBIX IIOPOKOB Pa3sBUTIA Y

OJIa BO BpeMsl OepeMeHHOCTV, 4acTO IIPUBOISAIINX K
epTu pebeHKa 1w ero MHBaJIMaM3anm. To ecTb y
20eHKa BMecTo 46 xpoMocoM obpasyercs 47, 5Ta
ALIIHSAS XPOMOCOMa JaeT Apyroe Ha3BaHue Oose3Hm
— Tpucomms 18. CuaapoM ObUT Ha3BaH B UeCTh
vicciefosaresisa [J>koHa DBaprca, KOTOPHIN BIIEpPBbIe
ormcail ero B 1960 romy.




[ Tpu poxxieHmm Hu13Kasa Macca Tesia (okosto 2 100 - 2200
rpaMmoB) HenporioprimoHasibHO MajleHbKas TojIoBa

J1ePeKThI pasBuUTII BepXHeVI VIV HVDKHEVI YeJIFOCTe
(MMKpOTHaTVIS)

lckaxxeHne dopMBL Jiniia 1 popMUpoOBaHYe
HeIlpaBWIBHOTO IIpUKyca «Borups nacTe» (pacliienHa
TBEPZOro Heba) MM «3ad4bs I'y0a» (pacienHa
BepXHe1 I'yObl)

[TaJIbIIbI KMCTYM CXKaThl, B KyJIaKe pacIiojiaratoTcs
HEPOBHO

Hwiskas riocanka yiien

[IleperioHuaToCTh VIV IIOJIHOE CIIVISTHVE I1aJIbLIEB
HIVDKHVIX KOHeYHOCTeVl BpoxmeHHas K0cos1arocThb
«Crorma-kavajika» OTHOCUTEIbHO MaJIbIX pa3sMepOB
pOTOBas IieJlb (MUKPOCTOMS)



[ IpyisHaKy HapylleHVs paOOThl BHYTPEHHIX OPraHoOB,
MOTOPVIKI 11 HEPBHO-IICXVNYECKOI'O PasBUTIAL:

Hajaue BpoXxIeHHbIX IOPOKOB cepilia, HalrpuMep,
OTKPBITOrO OBAJIBHOI'O OTBEPCTNA, JedpeKTa MeXOKe Ty JOUYKOBO
IIePEeropoAKN, OTKPBITOrO apTepUaIbHOTO IIPOTOKA W T.I1.
PasBuTie maxoBbIX WIIV ITYIIOYHBIX IPBIK.

Oprasbl nuieBapeHns: racTpososodarmaibHas pedIIIoKCHas
00Jj1e3Hb, HapyllIeHNe [JIOTaTeIbHOIO 1 COCaTe/IbHOIO
pedpiiexca, aTpesyis NUIeBOAa MV 3aJHero IIpoxXoma,
MeKKeJIeB OVBePTUKYJI, HapyIllIeHye pacIioIoKeHVd
KMIITeYHIKA.

[lenTpanbHasa HepBHas crcTeMa: 3aJiep>KKa HepBHO-
IICIXIYECKOTO pa3sBUTVISI, YMCTBEHHAs OTCTAJIOCTh,
HeIOPasBUTOCTb MO3)KeUKa, MO30JIVICTOTO TeJla, CIVIaKVBAaHMe
VIV aTPOVIst MO3TOBBIX M3BVUIVIH.

MouernosioBast cucTeMa: KpUIITOPXU3M, TMIOCIIaA Y
MaJIbYVIKOB, TUIIEPTPOPA KIIUTOPa, HeJOPa3BUTOCTh
SAVYHIKOB Y I€BOYeK, He3aBVCVMO OT HoJIa —
IIOZIKOBOOOpa3Has Wiy cCerMeHTpoBaHHas I104YKa, YIBOeHe
MoueTouHKOB. Kocorimasme. ckoios, atpodua MBIIIIII.
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Cunapowm Illepemiesckoro-TépHepa - XpOMOCOMHasA
HaTOJIOTVisl, OOy CI/IOBJIEHHAS YaCTUYHOW VJIV TIOJTHOM X-
MOHOcOMMen. KimmHnyeckvMy npr3HakaMy CMHApPOMa
[Hlepernesckoro-1épHepa ciry>kaT HM3KOPOCIIOCTD,
TMATIOTOHAa/IM3M, TIopoku passutus (BIIC,
IIO0JIKOBOOOpa3as 1oyka, Kocoriasve u ap.), immMdocTas,
nedpopMaliis CyCTaBOB, KPbUIOBUIHBIE CKIIAKI KOXM
Ha Iree 11 ap. Pemmarorymm aprymeHTaMi B IIOCTaHOBKE
auartosa cuHgpowma lllepemesckoro-TépHaepa ciryxar
XapaKTepHble KIIMHIYEeCK e 0COOeHHOCTH, TaHHbIE
JCCIIeIOBaHIS IT0JIOBOI'O XpOMaTMHA VI KapMOTUIIa;
BO3MOXXKHA JIOPOIOBasi AMarHOCTMKa IIaTOJIOTUN Y
1uIofa. bosibHBIE ¢ cviHApOoMOM LllepertieBckoro-
TépHepa Hy>X1aroTCs B TOPMOHAJILHOV Teparvm
(TOpMOHOM POCTa, ITOJIOBBIMY TOPMOHAMM), KOPPEKLIUU
BPOXII€HHBIX [IOPOKOB PasBUTHA U 3CTETUYECKMX
HEeJIOCTATKOB.



L 4

L 4

¢

KnuHnuyeckme npmsaHakm:
HU3KNI POCT, NEPBNYHas
aMeHopes, becriiogne,
CTEepTbIE BTOPNYHBLIE M0JIOBLIE
NPU3HaKN, KPLIJIOBUAHBIE
KOXHbIE CKJIafikV Ha Llee,
BPOXJAEHHBIE NOPOKN CEPALLA,
FUNONIasns HOLTEN, CHKEHNE
OCTPOTbI 3PEHNS 1 CliyXa,
NeNEPEYHAs JiaA0HHAS CKIa -
Ka, HESHaUNTESIEHOE CHVKEHNE
YMCTBEHHO0 PasBUiIS.

Tun HacnegoBaHuA :
MOHOCOMNAX=XPOMOCOMBI

Hiony/1 UNoHHAs YacToTa —
2:: 10000
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Jetu ¢ cuagpomMoM llleperniesckoro-Iépaepa MoryT
POXAATBbCA HeIOHOIIIEeHHBIMY, OJTHAaKO JIaXke B cJIydae
JIOHOIIIEHHOVI OepeMeHHOCT POCTO-BEeCOBbIe
II0KasaTesn pebeHKa HepelKO CHVDKeHBI (Macca TeJjla
2500 —2800 r, mHaa 42-48 cM). YXe 1Ipy pOXIeHUN Y
pebeHKa MOTyT OBITE OOHAPY XKeHBbI TUIIYHbIE
IpusHakyu cuaapoMa Llleperniesckoro-IépHepa:
KOPOTKas I1es CO CKIafgKaMy KOXXM 110 DoKaMm

(IITepurmyM-crHIPOM), BDOXK/IeHHbIe [TIOPOKY
cepiiiia, JJmMdocTas, OTEeYHOCTD CTOII M KVCTel 1 Op. B
IepMOJ] HOBOPOXIEHHOCTI TaKUM J1€TSAM CBOVICTBEHHO

HapylleHle cocaHVs, MOTOPHOe DecriOKOVICTBO, YacThIe
CpBIrMBaHMA POoHTaHOM. B panHeM Bo3pacTe neTu C
CYHIPOMOM eégemeBCKoro—TépHepa OTJINYAIOTCA
OTCTaBaHVeM B (PU3MYECKOM Pa3BUTNUN, 3aLEPXKKOV
PEYEeBOro PasBUTI, YacTbIMV ITIOBTOPHBIMY CPEIHVIMI
OTUTaMVI, IIPUBOMSIIVIMM K KOHITVKTVBHOVI TYTOVXOCTUL.




K MOMeHTY 11yOepTaTHOIO I1Ieprofia pPocT OOJIBHBIX
cocrasiiger 130-145 cm. Kpome HM3KOpOCIIOCTH,
TUITMYHBIV BHEIITHWI B XapaKTepn3yeTcs KOPOTKOM
I11eeVi C KpbUIOBUIHBIMY CKJIaIKaMM, «JIULIOM
cpmMHKCa», HU3KOW IpaHMIIeVi pocTa BOJIOC,
MUKpOrHaTven, JedpopMaliyiert VIITHbIX PAKOBVH,
HIIPOKOVI IPYAHO KJIIETKOVI. /I3MeHeHs KOCTHO-
CYCTaBHOVI CHICTEMBI y OOJIBHBIX C CTHIPOMOM
[Ileperiesckoro-TépHepa MOTyT OBITH ITpesICTaBIIeHbI
BPOXXIIeHHOV IVCIUIasyer Ta300eIpeHHbIX CYCTaBOB,
JIeBUallien JIOKTeBbIX CyCTaBOB, CKOJIMo30oM. PaHee
pasBUTVe OCTEOIIPOPO3aBCIIACTBIIE JedpuIInTa
3CTPOreHOB O0YCIIOBIIMBAET BBICOKYIO

YacCTOTy LIE€PEIIOMOB KOCTEW

3aIISCTVAVE, IIO3BOHOYHMKA, HIeVikyt Oestpa. Hapymenns
YeperHO-JINLIeBOIO CKejleTa BKIII0YA0T MUKPOTHATUIO,
BBICOKO€ TOTIYecKoe HEDO, aHOMaJInI ITPUKYCa.




aiHd@eIpTepa — HaCJIeICTBEHHOe
sa0osiesate. KiimHmYeckas KapTHa CMHIpOMa OnmcaHa

8 1942 rony B pabotax [appu

UiaviHdernbTepa n Pyiviepa Onbpavita. ['eHeTIgecKoM
D0EHHOCTHIO 3TOTO CUHJIPOMA SIBJISIETCA pa3HOoOOpasve
OreHeTMYeCKIX BapMaHTOB U X COUYeTaHUM
103au1ysM). OOHapyXeHO HeCKOJIBKO

OB IIOJIVICOMMV IT0 XpoMocoMaM X 1 Yy JINI]
MYy>KCKoro 1iosna: 47, XXY; 47, XYY; 48, XXXY; 48, XYYY; 48
XXYY; 49 XXXXY; 49 XXXYY. Hamnbostee pacripoctpanéH
cungpom Kimartadensrepa (47, XXY). O01ias yacrora ero
KosreOsieTcs B mperestax 1 Ha 500 — 700 HOBOPOXIEHHBIX
MaJIbYVKOB.




S0NO0oC na nnue

OTCyTCTBME BONOC o

Ha Tene YI3Kkmne nnedn

PaserTthe
MONOWMMBIX Xened

OBsonocenne

HeGonswon
pasmep Aan4ex AnvHMsie Horm




CYIHAPOM KIAVH®ENETEPA (47, XXY)

¢ OnmncaH B 1942 r.

¢ KnunHunuyeckue npuaHaKM: BbICOKUI
POCT, XPYINKOE TEJIOC/IOXKEHNE,
FUHonsiasys aNYeKk, UMAoOTEHLNS U
Becnnioane, HabyxaHne MoJIOYHbIX
XKesies, WNPoKNN Tas, nonepeyHas
JliaAoHHas CKladKa, Y B3POCIbIX
HaboaaeTcs omnpeHue n CK}'IOHHOCTb




/10 Havasia 10JI0BOr0 Pa3BUTHS YIAETCI OTMETUTD
TOJIBKO OTIeJIbHbIe dm3mUecKie TIPU3HaKM: ITMHHbBIE
HOT, BBICOKas Tajlvsl, BEICOKM pocT. [Tk mprbaBkm
pOCTa MPUXOMUTCS Ha Tlepuo MexXy 5 — 8 romamu u
CPeIHMV POCT B3POCJIBIX ITAIIMEHTOB COCTABIISIET
puosm3nTenbHO 179,2 + 6,2 cMm.

K Havary 10J10BOro co3peBaHmsa POPpMUPYIOTCA
XapaKTepHble IIPOIIOPpLINY Tejla: OOJIbHBbIE YacTo
OKasbIBAIOTCsI BhIIIIE CBEPCTHMKOB, HO B OTJIMYUME OT
TUIIMYHOI'O EBHYXOWJIM3Ma, pa3Max PyK y HUX pedKo
IIPEBBIIAET IJIVHY Tejla, HOI'M 3aMeTHO JJTMHHee
TyJIOBUIIA. KpoMe TOro, HeKOTopble AeT C JaHHbIM
CUHIIPOMOM MOTYT VCIIBITBIBAaTh TPYJHOCTY B y4&0e U B
BBIpa’>K€HII CBOVIX MBICJIEA.




