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NMEPBUYHBIE NATOMEHETUYHECKUE
MEXAHWU3Mbl BONE3HEU
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NATOPU3NOJNIOIMNMYECKUE

NOJIOBbIE KITETKHU
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COMATUYECKWUE KIETKH

HACNEACTBEHHbIE HACNEACTBEHHbIE PAK CTAPEHMUE NYYEBAA
BOJIE3HU NPEAPACTIONOXEHUA BOJIE3Hb
XPOMOCOMHBIE MOJNEKYNAPHbIE AYTOMMMYHU3ALIUA MO3AULIN3M




XPOMOCOMHbBIE BOJNNE3HU HEJIOBEKA

=1% HOBOPOXOEHHbIX

HapyweHusa B nonoBbIX HapyweHusa B ayTocomax:
xpomocomax: XX un XY rpynnbl «D», «<E», 21 napa v ap.

v v

XPOMOCOMHbIE AHOMAIJIUHA

— T~

U3meHeHMe 4Yucna XxpomocoMm B CTpPYKTYpHbIe U3MEHEHUA B XPOMOCOMaX:
KapuoTune: aHeynnonaus — a) neneuums;

a) MOHOCcOMMUS; 0) TpaHcnokauus;

0) Tpucomus; B) MHBEpPCHUA.

B) NONIMCOMMS. r) Aynnaukums

XpOMOCOMHbIe aHOManuu B Matepuarne «aboptycoB»:
2-4 Hepenn —70%

| rpumecTp GepemeHHoCcTN —53-55%

Il rpumecTp 6epemeHHocT— 30% 50% -Tpucomun
lll TpumecTp 6epemeHHOCT— 6-7%




45:XO -CUHOPOM LUEPELWLEBCKOI'O - TEPHEPA

1925 r 1938 r

YacTota B nonynsauuu 1:2500 n 1 (®opa, OxoHc, NMonann,1959)
+ «MO3AULIU3M» 45/46/47:XO/XXIXXX + peneuus Xp-

JTnonorus: HepacxoxgeHne XpomMoCOM Yy OTLa, He CBA3aH C BO3pacTOM MaTepu.
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KMIMHWYECKUWE CUMINTOMbI U
T’EHETUYHECKUE CTUT'MbI
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Huskun poct (| 150cm);

Cna6o BbipaXeHHble BTOPUYHbIE NOJIOBbIe NPU3HAKW;
ACTpPOreHbl |;

rTr - 1;

NMonoBon xpomaTuH — abs;

Becnnoawue;

IQ-N, aMoLuMOHaNbHO NabUNbHbI;

Mpwn poxgeHun oTekn CTOM U KUCTEM;

Genu valgum bilateralis;

Pterigium colli;

Hus3kasa ywHasa pakoBuHa, pa3BepHYTbIN KO3esOK;
AHTUMOHIroNnouAHbIN pa3pes rnas;
Bpaxugaktunua 3 n 5 nanbueB, ICKPUBNEHUE MU3NHLEB,;
CaHpganeBugHas crona.




47:XXY -CUHOPOM KITAUH®DESILTEPA

1942 r. — onncaHa KnvMHuKa
1952 r. - ycTaHOBNeHa XpoMOCOMHas npupoaa
YacToTa B nonynsuun 1:625 n 1
IATUONOIUA: HepacxoXxaeHne NoNoBbIX XPOMOCOM Yy MaTtepu, B Bo3pacTe ctaplue 33 neTt
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KMIMHWYECKUE CUMINTOMbI U
T’EHETUYMECKMUE CTUIMbI

-

1. Bbicokui pocT;
2. [NWHHbIE KOHEYHOCTHU;
3. EBHyxouaHble 4epTbl TENOCIIOKEHUS: - LUMPOKUM Tas;
- y3Kue nneuu;
- FTMHEKOMacTus.
4. vnonnasusa roHag — rManuHU3auusl KaHanbLUeB CEeMEeHHMKOB, 3apoAbileBbIN aNUTeNun

3aMeHeH CoeANHUTENIbHOWU TKaHbIO.

5. CnepmaTtoreHes - abs;
6. Becnnopue;
7. [lBa v 6onee Tenew NosIOBOro XpoMaTuHa;
8. AHpporeHb! |; Tl - 7;
9. Q- |;
0. OMOLUUOHaNIbHO HEYCTOMYNBBI, KOH(PIIUKTHbI, 3aMKHYTbl, HEKOTOPbI€ CKITOHHbI K cyuuuay.
1. BO3MOXHbI reHeTU4YEeCKUe CTUIMbI: - Genu valgum bilateralis;
- OaweHHbIN Yepen;
- rTMNepTenopusm;

- «TBEpAbIN OTEK» NOAYENIIoCTHOMN 06GnacTu.



47: XXX —BOJIE3Hb XXAKOBA

Onucana B 1959 r. ()Kako6 n CTpoHr)
YacToTta B nonynsauuu 1-2:500 n1
STUOSIOrNA: HepacxoXxXaeHne XxpomMocomM y matepu, ctapuie 35 ner.

Y”; KMIMHUWYECKUE CUMNTOMBbI —
1{%"”% !’C;{f KpanHe BapnabesnbHbl —
. N oT N O MHOXecTBa CTUIM.
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47:XYY...48XYYY —TNOJIMCOMUA TIO Y
XPOMOCOME

KIMTMHWYECKUE NMPOABJIEHUA:

1. [1eOunbHbI, KOH(NUKTHbI, CKITOHHbI K aHTUCOLUMaribHbIM ¢hopmamM noBeaeHUs
(arpeccuBHbI);
2. Orpyb6bneHHble 4epTbl NMMLUA: - MAaCCUBHAA HUXHAA YenCTb;
- TAXesble HaAOPOBHbIE U 3aTbINIOYHbIE KOCTU.

| l\ 47:XYY



47:21,21,21 -BOJIE3Hb [IAYHA

OnucaHa B 1959 r. (JlexxeH)
YactoTta B nonynsiummu 1:600-700 (MockBa — 1:600-700; C.-MeTepObypr — 1:900)
JTnornorus: HepacxoxaeHune aytocom 21 napbl y matepu. lNpouecc 4YeTko cBs3aH C BO3pacToM
Matepu - ctapuwe 35 net. Ctapwe 40 net — puck Bo3pacrtaet B 14 pas.

BO3MOXHbI TPaHCJTIOKaUunun.

1. 46:212",21 — Po6epTcOHOBCKas TpaHCNoKaLms

©-45:2121- 212" Q 1 21 3

21#121 I
100 % - 6one3Hb [layHa

FeHeTNYeCKUN NPOrHoO3:
50 % - netansb;
50 % 6one3Hb [layHa

2. 45:15¢
) 45: 1521 — [15; 152'; 21
! e Y
15 + 21 1521 + 21 15+0 1521
25 % - 300pOBbI 25 % - layH 25 % - netanb 25 % - cbanaHcupoBaHHbIe
TpaHcnoKauum

B utore: 33 % — Gone3Hb [layHa;
33 % — 3p0poBbLIe AeTu;

33 % — peTtu co cbanaHcMpoBaHHOWM TpaHCNoKauueu (Kak y matepm).



BOJIE3Hb AYHA

47:21,21,21 46: 15,15%1,21,21
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KMIMHUWYECKWUE CUMINTOMbI U
T’EHETUYECKUE CTUTMbI NMPU BOJIESHU OAYHA

1. AHOMAJIUUN PA3BUTUA

YmMmcTBeHHOro (onurocppeHus)

90 % - umMGeuunbl;
7-8 % pebunsl;

2-3 % naunoThbl.

dusunyeckoro

Huskopocnbl;

50 % - HepopasButue CCC,
nopoku MIC, COR, ckeneta —
noaB3AO0LWHbIX BNaguH u ap.

MonoBoro

HepopasButne BTOpM-
YHbIX MOMOBbLIX MNpwU-
3HAaKOB W TroHag, aHo-
ManiuM CTPOEHUSI HapyX-

HbIX NMOJIOBbLIX OpraHoB

2. TEHETU4ECKUE CTUTMbI

MOHIrofIoOuAHbIN pa3pes rnas,
Kocornasue;

06e3bsHbA CKNagKa Ha NTafjloHN U
MU3UHLeE;

caHganeBuAaHas cTona;
OpaxupgakTunus;
aAepmarornuduka: neTnm Ha
nanbuax;

Tynow nagoHHbIN yron: Zatd>57°.




BOJIE3Hb AYHA

47:21,21,21 48:21,21,21,21 46:15%1,21,21



47:13,13,13 | TPUCOMUSA «O» — CUHOPOM MATAY

47:14,14,14 I L NENELUSA NNEYUKA XPOMOCOMBbI]
47:15,15,15

-_—

YacTtoTta B nonynsauuu 1:4000
ATNONOIUA: HepacxoXaeHne XpomMocom rpynnbl «[» y matepeu ctapwe 35 ner.

KMIMHWYECKUE CUMIMNTOMbBbI U TEHETUYECKUE CTUIMbI

Manbin Bec npu poxaeHuun (| macca tena);
BornbHble HU3KOpOCHbIe;
Mukpouedanua c¢ arpocdumen oboHATenb-
HbIX A40fien Mo3ra U 3pUTeNbHOro TPakTa;
Mukpo- n aHodhTanbmusa, Kornoboma, no-
MyTHEeHUe pOoroBuLbl, aHTMOMbI KOXU NULa;
3asubs ryba — Bon4bA NacTb;
OedekTbl cepaua — 70 % (pa3HooOpa3Hble
BPOXAEHHbIe NOPOKU pPa3BUTUSA);
MonunaakTunus;
Oecdopmauusa cron;
MorubaroT oT HacnamBarwLWMXCA NHDEKLUNA.




CUHOPOM NATAY

47:13,13,13 47:13,13,13qg+ 47:14,14,14 g+ 46:15,15q-



47:16,16,16 TPUCOMMUSA «E» — CAHOPOM 30BAPLCA

47171717

47:78,78,18] | [+OENELNA 18 P-]

JTHornorus: HepacxoxaeHme XpomMocom rpynnbi «kE» B meno3se y matepew
ctapuwe 35 net (yawe 18 napa).

KMIMHWYECKUE CUMINTOMbI U TEHETUYHECKUE CTUTMbI

1. Mmapouedanus, AeMuenuHusauma
Gonbwux nonywapum rosioBHOro Mosra u
MO3XeuKa — CyJOPOXXHbI€ NPUCTYMb;

2. MukporHatua — 4YacTble nonepxmBaHus,
acnupaumvs eabl U NULLK;

3. Y3kun no6, BbICTYNarwLWMNU 3aTbINIOK,
rny6oko ae6unbHbI (onurocgpeHuns);

4. Ousmopcpma nuua, KopoTkaa wea C
KpblnoBuaHon cknaakowu (pterigium colli);

5. OTTtonbipeHHble  AedeKTHble  yLiu,

pa3Hoobpa3Hble aHOManuu rnas;
6. [HOepmatornuduka kak npu 6onesHu [layHa.




CMHOPOM SOBAPLOCA

47:18,18,18 47:18,18,18q"



NMOPTPETHAA LOWUWAIHOCTUKA
XPOMOCOMHbIX AHOMAINN

47:4,4,4 45:7 45:8
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47:10,10,10

b=

- -
"N
- -
an
an
- -
- -

T MR &

47:10,10,10 47:12,12,12 47:12,12,12p"



47:19,19,19

47:19,19,19 47:20,20,209" 47:22,22,22q"



COOTHOWEHUWE OBWUX N CNELUNDPUYHECKUX
NMPU3HAKOB HACNEOCTBEHHbIX AHOMAJUNA

‘ O6wue npusHaKu

O CneumnanbHble NMPU3HaKn




EBIMEHUKA — yyeHune 006 yny4wieHUU YerioBe4yeckoro poaa

EBrEHUKA EBrEHUKA
HEFTATUBHAA NMO3UTUBHAA
LLinpokas pa3bACHUTENbHas NMoaroroBuUTb obLlecTBeHHOEe MHeHue o

pabota ¢ HaceneHuem Aans
yAepXaHua OT AeTopoXxAaeHusA
niuy, UMeLWUX reHeTuvyeckue
aedeKTol.

Ctepunusaumsa MyX4YuH cno-
cobomMm, He BIUAKWMM Ha
NONOBYH XXU3Hb.
MpuHyauTenbHble aboptbl Yy
XEeHWMH ¢ p[edeKTHON reHe-
TUYECKOU KOHCTUTYLIMEWN.
OrpaHnunTb poxaeHue aOeTen B
CeMbSIX C HU3KUM couuaribHbIM
YPOBHEM.

NMpumeyaHue: nn.2-4 3akpenuTb

3aKoHoAaTeJiIbHbIMU aKTaMMW.

Ouonornyeckux BbIrogax A[AeTOPOXAEHUA B
CeMbsiX C XopoLuen HacneacTBEHHOCTbIO.
MNMoBbiweHue AeTOpPOoXAEeHUSA B
MMYLLECTBEHHOro KflaHa HacesrieHus.
Yny4ywuTb couuanbHO-3KOHOMUYECKue YCrioBUA
XU3HW B ManoumylimMx CeMbsiX, WMeHLnNX
TanaHTNMBbLIX AeTewn, rocyaapCcTBeHHbIMMU
cpeacTBaMuM — nyTeM MOBbLIWEHUA 3apaboTHowM
nnartbl, peweHUss KBapPTUPHbIX npobnewm,
BblABUraTb Ha OTBETCTBEHHble MOCTbl [naB
CeMeuncTB.

B pa3sutne wuvpen Mennepa (CLUA) o006
OoOHOBNEeHUn reHocoHAa W TUPAXKUPOBAHUU
reHneB — co3fgatb GaHKM cnepMbl reHManbHbIX U

ceMbAX

TanaHTNUBbIX MY>KYUH " npoBOoAUTb
MCKYCCTBEHHOe oceMeHeHue KEeHLWMH
AobpoBonbLUeB.

PS. bonee Beka Hasag ®. lNanbtoH (ABowpoaHbIM Opat Y. [JapBuHa) BbiCcTynun c
npeasioxxeHnemM  oOOLEeCTBEHHOr0  UCMNOSIb30BaHMUA  pe3ynbTaTOB  FeHeTU4YeCKUx
nccriegoBaHuUM ANSA akTUBHOW 3Bonouumn Yyenoseka — EBFIEHUKA.



