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HacJieacrBeHHas nMaTroJa0rus:

boinkinas rpynmna 0ojie3HEN 4e10BEKA, BEI3BAHHBIX MMATOJIOTMYECKUMU
N3MEHEHUAMHA B TEHETUYECKOM arlapare.

DTO MHOTOYHMCJIEHHBIE OOJI€3HN BHYTPEHHUX OPraHOB, OOMEHA BEIIECTB,
KPOBH, SHAOKPUHHOU CUCTEMBI, KOXKH, I71a3, MOYEIIOJIOBOU CUCTEMBI,
HEPBHBIC U IICUXUYECKHE 3a00JICBAHUS U T. 1.



IlpyuvHbI:

* XpOMOCOMHBIE aHOMAJIUU;
* HapynieHust XpoMocowm;

* | eHHBIE MyTAaIlUU.

Deno Komnekc
deHoTun noJioBbIX
no nony | XpPOMOCOM

Hopma un
S 1 TV -1 - 1717 EE—

HopmaJablibli MyKUuHHA My KCKOTM | XY
Hopmasabnas Kenumna HKeHCKuH | XX
Cunppom lllepemenckoro Tepuepa Hencknit X0
Cunapom Kaanudeanrepa MV KCKON AXY
Tpucomun X M OHCKHI . XXX
Tpucomun X + Y My K CKOH | XXXY
lerpacomun X A CHCKHH L XXXXX
Terpacomust X+ Y My KeKOI | XXXXY




110 THNIY MyTAIlUA OHM JACJIATCH HA:
XPOMOCOMHBIC M T€HHbIE, HJIH MOJICKYJISIPHbIE:

XPOMOCOMHBIE I'eHHbIE MoJieKyJIsipHbIe
XapaKTepu3yrTcs ['eHeTHUECKUE MyTanus reHa BeJIeT K
W3MEHEHHEM KOJIMYECTBA 3a00JIEBaHUI HBﬂ’éggfggIngglgTB
XPOMOCOM (@HIYTIIIONTHs ) HACJICACTBEHHOTO dbepmenTa, B
AT CTP R TUIIA (POPMHUPYETCS pE3yJIbTaTe Yero
IepeCTPONKaAMU HNpH MyTAIMK FeHHO IIPOUCXOAUT
s, o, g, T

OYTUTAKALYS, UTHBEPCHS). peaKIIy (GIOK

MeTaboIu3Ma) 1
M3MECHCHHUE IIpHU3HaKa

Hampumep, cuazapom (cBOMCTBA, PYHKIIUU
Onganca - Tpucomus 18 OpraHusMma), 4To B
XPOMOCOMBI. HNUTOI'C BBI3BIBACT

pa3BUTHUE OOJIC3HMU.



Oco0eHHOCTH NaToreHe3a HaACJaeACTBEHHbIX
0o0J1e3Hel CBA3AHBI CO CBOMCTBAMM MYTAHTHOIO
reHa:

1. lleHeTpaHTHOCTEL — NPOABIAEMOCTh MYTAHTHOTO T'€HA, BEIPAXKCHHAS B
MPOLIEHTAX MPOSIBJICHUS 00JIE3HU K OOIIEMY YMCITy HOCUTEJIEH My TaIlUH;

2. JKCIPECCHBHOCThL — BBIPAKEHHOCTh 3(P(hEKTa MyTaHTHOIO T'€Ha,
ONpEICIISIONIAs KIMHUYECKYIO TSKECTh 3a001CBaHUS;

3. IlneroTponu3M — MHOKECTBEHHBIN 3(D(HEKT MyTaHTHOTO I'€Ha,
00y CJIOBIMBAIOIINN MHOT000pa3re KIMHAYECKUX CUMIITOMOB OOJIC3HU;

4. JSBireHHE IEHOKONMY — KIMHUYECKU CXOAHBIC HACJICICTBEHHBIC O0JIC3HH,
00yCJIOBJICHHBIC MyTalli€i pa3HbIX I'€HOB, KOHTPOJIUPYIOIIUX CUHTE3
0€IKOB-(DEPMEHTOB, YUACTBYIOIIHUX B OJJHOM META00JINYCCKOM ITUKIIC.

[ IpyMepHhI: IIUKOT€HO3bI, TeMO(UIIHSL.




OCo0eHHOCTH KIIMHUYECKUX NMPOSABJICHUH
HACJIeCTBEHHOM MATOJIOTMH:

BpoxaeHHBIN XapakTep 3a00JICBaHUSI.

2. MHOXECTBEHHBIE NTATOJIOTMYE€CKHUE N3MEHEHMSI OPTaHOB WJIA CUCTEM. DTO
0COOEHHO XapaKTEePHO JJIsI MOHOT€HHBIX U XPOMOCOMHBIX CHHAPOMOB.

3. CewmeuHblil XapakTep 3a00JI€BaHMsI, KOT/IA UMEIOTCS TIOBTOPHBIE CITyYan
AHAJIOTUYHOM MATOJIOTUU Y YIIEHOB OJHOW CEMbHU

4. XPpOHHUYECKOE, NPOrPECAMCHTHOE TCUCHHUE 3a00JICBaHUS, IPUBOAUT K
MOCTCIICHHOMY YXYAIICHUIO KIIMHUYECKOM KapTUHBI U COCTOSHUS
OOJILHOTO.

5. OtHOCUTENbHA] YCTOMYMBOCTH K HAMOOJIE€E pacIpOCTPAaHEHHBIM METOAAM
TEpaIum.



CrmocoOnl JJeueHus:

* YBEIUYCHUE KOJIMYECTBA NOCTYIAOIMX KO(PEPMEHTOB, K IIPUMEPY,
BUTAMUHOB.

* [luerorepanus. Ilpu H&%YIHGHI/II/I IYETHI Cpa3y HAOTIOAAETCS PE3KOE
YXYIIIEHUE COCTOSTHUE OOJILHOTO.

* [IoTpeOieHne TeX BEIIECTB, KOTOPBIE OTCYTCTBYIOT B OPraHU3ME I10
IIPUYUHE PA3BUTHUS NIATOJIOTUM.

* [Ipu HapyIlieHnn OOMEHA BEIIECTB HEOOXOAUMO 00CCIICYUTh
CBOEBPEMEHHOE OYMIIICHAE OpraHu3Ma OT TOKCHHOB.

* UTHruOUTOPHI ITIOMOTAIOT OJIOKMPOBATH YPE3MEPHYIO AKTUBHOCTD
(bepMEHTOB.

* Bo3aMoHa TpaHCIUIAaHTAIUSA OPTaHOB, YYACTKOB TKAHU, KJIETOK, KOTOPBIE
COJIEPKaT HOPMAJIbHYIO T€HETUYECKYH0 HH(POpPMAIIHIO.
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Cunapom MapihaHa
d

MYTaHTHBIN TeH

J

Hapywenna na3suTHa
(ebmenal
COeANHHTENbHON manu

BbIBHX nmuxn
xpycranuka H NOABLIBHXH
Inaaa B Cycragax

AJTHHHbIE
H TOHRHE
nansysl

NopoKH
KNananos
cepaua

cpapaneT
cocyasi
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CuHapom daBapaca

occiput, or back part
of the skull, is

EREE prominent

mouth,
small jaw,
short neck

dysplastic, or .
malformed ears -

sternum;
and wide-
set nipples

"y
L

shield chest,
or short and
prominent

-

clenched hands
with overiapping
fingers

flexed big toe;
prominent heels

3 gnts reservec




CuHapom [layHa
Tpucomma no 21 xpomocome



CuHapom
KnanHdenbTtepa

Kapuortun 6onbHoro XXY. nonucommu
No X-Xpomocome y My¥unH
(pacnpocTpadeHHOCTL 0Kono 1:500).
Yale Bcero HabnwaaeTcs Kapuotr
47, XXY (knaccuuecknii BapmaHT
CHUHApOMA), HO BCTpevalTca u 6onee
peakne kapuotunel: 48, XXXY; 49 XXXXY,;
48 XXYY; 49 XXXYY.

XapakTepHo BLICOKWIA pocT,
HeNnpPonopLMoHaNbHbIe KOHEYHOCTH
(Mansyuk 6 nem).
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OTCYTCTEHE
BONOC Ha NMue
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pasMep anyek / AnNWHHBIE HOMK
M PYKH




LLlepelwueBcKoOro-TepHepa,

Hwu3kan
NYUHWA
BoONOC

CHWEeHWE MHUMUKN
("mMacKa chunHkca")

MpyAHanA Knetka
boukoobpazHon
dopmbl

Cknanka Ha wee

CymeHne
aopThl

Inpoko
paccragneHHble
COCKWN

Koporkan
NACTbL

Manerbkne
HOI W

Hepassurble
' MONOUHbIe
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PyanmeHTapHble
ANYHNKN

MurmeHTHBI
NATHA
Ha KOxe

. OT1cyTciene
N MeHCTpyaumit
AHOMaNbHO
HHU3KWIA poCT






