[[@HOMHbIe 60/1e3HMU.

BbinonHWNa CTyAEHTKa

«TIOMEHCKOro MeAMUMHCKOro Koaneara»
OtaeneHue «ne4yebHoe Aeno»,

1 kypc, 101 rpynna:

M'M3aTyimHa KOs



[TPUYMHDBI TEHOMHBIX 60/1€3HEMN.

[poucxoanT B pesysbTaTe
BO3HMKHOBEHMSA F€HOMHbIX MYTALMH,
CBSI3aHHbIX C NATOJIOrMEN HapyLUEHUS
HOPMaJIbHOIrO pacxoXAeHMA XPOMOCOM
B Menose.

Cxematnyeckoe nsobpameHue
HEPaCXOWASHWA OAHOW Napbi

xpomocem 8 | meiioTuHeckom aeneHmnu);

A — meloTruyeckoe geneHue 1 um ll;

B —3uroroi: 1 —Tpucomma, 2 — MOHOCOMMA

—




CUHAPOM TPUCOMUU X

= — 3TO pacCnpoCcTpaHeHHaA aHOMaJINA NMOJI0BbIX XPOMOCOM,
npu KOTOpOl:’I AEBOYKU POXKAAOTCA C TPEMA XPOMOCOMaMH X
(XXX)

= OZHMM U3 YacTbIX
NpoAB/IEHMM
60N1€e3HM aABNseTCA
Her1yooKas
YMCTBEHHaS
OTCTaJI0CTh.




CuHapom KnanHdenbtepa

~ - BPOX/AEHHOE reHeTUYecKoe 3a60/IeBaHUE /UL, MY*KCKOIo
nona, 06yC/I0B/IEHHOE HAJIMYMEM B MYHKCKOM KapuoTune
JIONO/IHUTE/IbHOM MOSI0BOM X-XPOMOCOMbI.
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CuHpapoM LLleplueBckoro - TepHepa

~ - 3a60/1€BaHUE, /11 KOTOPOro XapaKTEPHO /IM60 NOJIHOE OTCYTCTBME O/IHOM
XPOMOCOMbI, 6O Hannuue aedekta B ogHoM M3 X - xpoMmocom. KapmoTtumn
TaKUX XKeHLMH Hanbonee YacTto npeactaBneH 45 X0, 1Mb6o Mo3anyHbIM
BapuaHT - 45 X/ 46 XX, 45 X/ 46 XY.
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Curiapom LWepewescroro-Tepepa, 45/ X0




KAMHMYeCKne npm3Hakmu CMHAPOMA
LLlepelueBckoro - TepHepa

~ 1. HU3Kkum1 poct
~ 2. Hu3kumn poct

- 3. CBoeobpasHaa “wmrtonogobHaa”
rpyAHasa KaeTka

~ 4. lUMpoKo paccTaBneEHbl COCKM
(90%)

- 5. KpblnioBMAHbIE CKNAAKM Ha Wee

|

6. [ledopMrpoBaHHbIE YLUHbIE
pakoBuHbI (80%)

7. BanbrycHas agedopmaumsa nokTen
8. KopoTKas IV nacTHaa KoCTb
9. OcTteonopo3

10.TIMrMeHTHbIe NATHA Ha KoXe.



- AU C 3TUM CUHAPOMOM MMEIOT 0MNOJIHUTENIbHYIO KOMUIO - TPUCOMMIO - 21-H
XPOMOCOMBbI.




MPUYNHA CUHOAPOMA [AYHA

Heapenas saye-
KNETKD, CORepXa-
wan napy 21-x xpo-
MOCOM

OO6MEN FreHeTHHECKON un ACNOHWE KNCTKH

HoBbie KNETKK ~ Kaxgan
CORePXMT NO oawon 21-1

Xpomocome
Knerxa «¢ cuuppomom fQayrmas
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AnOManua - ase 21-Xx  AHOMINUA ~ Hn OaMon 21-1 Hopm oama 21-a xpouoeom '8 8“ xa
XPOMOCOMSI + xpouocouu
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Comppom flayna - Tpu Hexvanecnocobnan aauexner- Hopma - napa 21-x xpo-
21-X XPOMOCOMBI Ko~ opma 210 XpomMocoma MOCOM

Hopmanuuan xnerxa

Bropoe nene-
HAEe XNeTKW




CuHapoMm [llaTay

~ - TPMCOMMEMN MO 13- XPOMOCOME. KAPUOTUN CUHAPOMA TATAY
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ManbuKuK Aesouyka

CUMMNTOMBI 3TOr0 PacCTPOMCTBA, CBA3AHHbIE C
HEpPBHOM CUCTEMOM:

~  YMEHbLLUEHHbIE 06BEMbI MO3ra;

= HeAOopa3BUTOCTb MNJIN NMOJIHOE OTCYTCTBUE
HEKOTOPbIX COCTaBNAAKWUNX MO3rIa,

~  3a/lep’KKa YMCTBEHHOro, pm13M4YeCcKoro u
NCUXMYECKOro hOPMMPOBAHUSA JIMYHOCTMH.




CuHApPOM DaBap/ca

- XapaKTepU3YeTCS KOMIMIEKCOM MHOMECTBEHHbIX MOPOKOB Pa3BUTUSA M TPUCOMMUEMN

|

18 XpOMOCOMbI.
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DeHoTUNMYECKMe NpoABJIEHMA CUHAPOMA

JABap/Aca

JlonnxouedanbHbiM Yepen,
CZlaB/IEHHbIN C BOKOB, C HU3KMM
NNIGOM M LUIMPOKMM BbICTYNAOLLMM
3aTblJIKOM

[na3Hble wenu yskue
3MNUKaAHT

HuxXHAA 4entoCTb ManeHbKas,
CKOLWeHa Ha3a/j

PoT ManieHbKUMU, TPEYroJ/iIbHOM
(bOpMbl C KOPOTKOM BEPXHEN rY6OM

LLles KopoTKas, C KpblJIOBUAHOM
CKJ1aJIKOM.




Cnacnb6o 3a BHUMaHUe.




