Tema nekumu: HACJIEACTBEHHbIE
3ABOJIEBAHUA

1. OnpepeneHue n Kknaccudpunkauus.
e 2. BpoxaeHHble nopoku pa3sutus (BI1P).

e 3. ATHONONMA HacneacTBeHHbIX
3aboneBaHUN U BPOXAOEHHbIX MOPOKOB
pa3BUTUA.

e 4, [lnarHOoCTUKa HacrnegcTBeHHbIX
3aboneBaHu.

e 5.MpuHUMNLI NevyeHnsa n NnpodpuUNakTUKu
HacneACTBEeHHbIX 3aboneBaHuUMN.



CooTHOLWeHne BPOXAEHHON U HacreaCcTBEHHOU NaToriorum

BpoxaéHHble 3aboneBaHus

CoOCcTBEHHO
HacnencTBeHHble
oone3Hu




Cereﬁ HukonaeBun4
AABUAEHKOB
1880 - 1961



e HacnenocTtBeHHbIMU ODONE3HAMM
Ha3bIBalOT 60ne3HU, Bbi3BaHHbIE
MyTauusaMUMU reHeTU4YeCcKoro
MaTepuarna nonoBbIX KIeTOK.



LleHTpanbHbIA nocTyNnar (aorMa) oMonoruu
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Haunbonbwana 4yBCTBUTENIbHOCTb 3apoablilla
yerioBeka K TepatoreHHbIM dpakropam
nposBNAeTcA:

- [epBbIN pa3 B KOHUe 1-n — Ha4yarne 2-n Hegenw
OepemMeHHOCTW.

- Bropou pa3s — mexay 3-u n 6-n HepgensamMmu.
TN ABa CPpOKa Ha3bIBaKOT KpUMuU4YeCcKuUmMu
nepuodamu pa3sumusl.



e BpoxaeHHble 60f1e3HU MoryT ObITb 0OYCNOBIEHbLI
HacneACcTBEHHbIMU U HEHACNeACTBEHHbIMMU

dakTopamu.

e KHeHacnencTrBeHHbIM OTHOCATCS BCe
BpOXAOeHHbIe MOPOKU pa3BUTUA, BO3HUKaKOLLME 3a
cYeT TepaToOreHHOro AencTBuUs BHELWHUX
cdakTopoB (BpoXxAeHHble NH(eKunu, BRMsgHne
arikorosnsl, HAQPKOTUKOB, HUKOTUHA U OpPYyrunx
MyTareHoB Ha 3MOpPUOH).



Knaccudumkauma HacneacTBeHHbIX
3aboneBaHUN YenoBeKa

1. TeHHble 6one3Hu.
2. XpPOMOCOMHbIe O0ne3HM.

3. bone3Hn c HacneacTBEHHOU
npeapacnosfiodXeHHOCTbIO
(MynbTuUdgakTopuanbHbie).

4. TeHeT4YeckKkue 00ONe3HN CoOMaTUYECKUMX KIeToK.

5. borne3Hu reHeTU4eCKOU HECOBMECTUMOCTU MaTepu
MU nnoaa.



Mo knaccudpmkaumm BO3 MOHOreHHblIe
HacreacTBeHHble 3aboneBaHusa aendatca Ha 13 rpynn n
CBA3aHbl C HApPYyLIEeHUeM:

. AMMHOKUCIIOTHOro oomeHa — (Hanp.
PeHUnNKeToHypus)

. YrneBoaHoOro oomeHa — (ranakrosemus)
. JlnnngHoro obmeHa — (runepnunuaemMmn)

. CteponaHoro oomeHa - (aapeHo-reHUTanbHbIN
CUHAOPOM)

. NMypuHOBOro n NUPMMUANHOBOIro oomMeHa —
(cuHapowm Jlewa-Hanana, 1:300.000)

. ObmMeHa BellecTB B coeaANHUTENIbHOU TKaHU, KOCTAX
U MblLULaX

. CTpykTypbl rema n nopdpupuHa



8. ObmeHa BellecTB B 3pUTpoOLIUTaAX C HApYLUEHUEeM UX
CTPYKTYpPbI N PYHKLUU (remornodbmnHonaTtmum, Hanp.
CepnoBunaHo-KneTo4yHas aHeMus)

9. AHomanuu obmeHa MmetannoB (0one3Hb BunbcoHa —
KoHoBanosa)

10. OedheKT TpaHCNOpTa BeLeCcTB

11. AHOManuu cTpykTypbl U pyHKUNUN (pepMEHTOB U
OenkoB nnasmbl

12.HapyweHune obmMeHa bunnpybuHa

13. CuHapomMbl HapyLleHUs1 BcacblBaHUSA
(HenepeHOCUMOCTb NaKTO3bl)



OCco0eHHOCTUN KNMUHNYECKUX NMPOABIEHUN
HacneaAcTBEHHOU NMaTONOrUM.

. CemenHbIn xapaktep 3adboneBaHusl.

. XpOHun4yeckoe, nporpeameHTHoe,
peunanBupyroLlee Te4yeHue.

. Cneundunyeckne cMMNTOMbI HacneaCcTBEHHbIX
oone3Hewn.

. MaTonornyeckmne nameHeHuUs1 OpraHoOB U CUCTEM.
. BpoxaeHHbIN xapakTtep 3aboneBaHus.

. «Pe3ancteHTHOCTL» K HAanbonee
pacrnpocTpaHeHHbIM MeToAaM Tepanuu.



BpoxaeHHble nopoku pa3sutus (BI1P)

— MNMop TepMUHOM «BPOXAEHHbLIN NMOPOK pa3sBUTUAY
NOHUMAIOT Mmopdonornyeckmm gedektT opraHa,
YyacTu opraHa unum 6onbLION ObNacTu Tena,
BeAyLMN K HapyLueHUo (pyHKLUKN opraHa(oB).

— BpoXxaeHHble NOPOoKM pa3BUTUA noapa3fensroT
Ha u3osiupoeaHHbIe (B O4QHOM OpraHe),
cucmemMHbIle (B npeaenax ogHoOUu CUCTEMbI
OpraHoB) U MHO)>XKeCMmeeHHbIe (B opraHax ABYyX WU
bonee cucrtem).



e ExxeronHo B Poccum noaBnAOTCA Ha
cseT 6oonee 70.000 neten c BI1P.

e YactoTta 3aboneBaHusa JETCKUM
LLEPEBPAJIbHbIM NMAPAJITUYHEM (OLLIM)
coctaBnsietr 17 Ha 10.000
HOBOPOXOEHHbIX.



ATUOSOrus BpOXAEHHbIX MOPOKOB
pa3BUTUSA

1. HacneacTtBeHHO O0OyCrnOBNEHHbLIE.
2. IK30reHHO OOYCIrIOBNEHHbIe.
3. MynbTtudakropumarnbHble.



* [MpnumnHa kaxxpgoro 13 BblkUAgbILLA —
MOHOCOMMUA NOo X — XpOMOCOMe.

Y 60% cnoHTaHHOAOOPTUPOBAHHbLIX NJIOA0B
OOHapyXeHbl CepbEe3Hble aHOManumn
pa3BUTUA.

B cpegHem yactoTta BI1P y HOBOpOXAOEeHHbIX
coctaBnseT 12%.



BoABHBIE C CHHAPOMOM (pparuAbHOM X-XpOMOCOMBI
(B A€TCKOM M B3pOCAOM Bo3pacre)
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CuHapom MapdaHa
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Hneubl om-lou ceMbu
CTpajgarwuwmne cuHapomMom MapdgraHa



[1BOMHNKOBbLIE ypoACTBa y YenoBekKa



HopmaabHbIe raa3a eBponeonpa (B), MOHTOAOHAQ
Y JIIMKaHT Y YeAoBeKa (a)

0



PebéHoK cTpagalowui ranakro3emMmen



YPOoACTBO, KaK CneaACTBUE
BNIUMAHUA 3K30reHHoOro ¢pakropa
Ha 6epemMeHHYIO MaTb
(ynoTpebneHue Tannaomuaa)






«TanuaoMNaHLIN» peGeHoK



Hopmanswme IpeTpoumTu

K cepseassis 3360nesawmam, NEPeRIVICMLIM NO MACHEACTRY, NACTO
POAYT MONEXYNAPHBIE HIMEHOHMA XPOMOCOM (myraymn). Mamenenwe
remd, KONTPONMPYIOLIEro CUNTEI remornobuMa B IPUTPOUMTaXx, npe-
SPALWBET MOPMANLHME IPUTPOUMTEI B CEPNOBMANME. Mpu atom wapy-
WALTCH NEPEHOC KMCNOPOAA KPOBLIO W BOIMWxaer 3a6onesamme NOA
HIJDAMHEM COPNOBMANAR BHEMMA,

Fem cepnosuanoi ane-
MMM MBCTO BCTpEYaeT-
CR Yy MOAeH, MUOYLUMX
B8 ManspuiAHeX pafo-
Hax 3eMMOro Wapa.
Noaw, rerepoanror-
HBIE NO ITOMY rewy,
NErYye NEPEHOCAT Ma-
napwio unu He Gone-
10T @10 COBCOM.

@ —vaanpuiinsie pations
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PEBEHOK, CTPALAIOWHA GONESHBLI0 BHALCOHA-KOHOBANOBA

H3MEHEHHA TNA3 NPH BONESHH BHNLCOHA-KOHOBANODBA

AN A wrdnrns aneihoerns




(aK crefcTBMe HapyLUeHUs
nUAOHOro oomMmeHa

OxupeHue, Kak creacreue
HapyLIeHUa NIMNMOHOro
oOMeHa



30hpeHnen

bonbHOU WN30hpeHnen




KeToHypueun (OKY)

PebeHOK C

cheHUnKeToHypueu
(PKY)




PeHUnkKeToHypusa — PKY
3aboneBaHue C ayTOCOMHO-
peuecCUBHbIM HacnegoBaHUEM

JIlokyc ®KY pacnonoxeH B oNIMHHOM
nneye 12-n XxpoMOCOMbI.

YacToTa 3aboneBaHus (B cpegHem)
1:10.000 HOBOpOXAOEHHbIX

B Typuum -1:2600
B benopyccumn -1 : 6000
B AnoHun -1:119000

HocutenbctBo reHa ®KY =1 : 50 1



bone3zHb BunbcoHa -
KoHoBanoBa




XupoBble GNALKU Ha KOXe
npu lMmnepnunngemuu




-

INInnnpgHble GRSILLKX Ha KOXe npwu
rmnepnunaeMum



OenurMmeHTUPOBAHHbIE NSATHA HA KOXe NMPU HapyLUeHUun
NMUrMeHTHOro oomMeHa



boJibHBIE ¢ AXOHAPOILJIa3HeH
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Y Gonsmsix cuwppomom flayna yxuwe

rnasusie wenu («monronougmsii» pas-
pes rnaz), NnaTHa Ma papyxwol ofo-
NOMKE, TONCTHMA MAIGIK, XAPaKTepHan
CKNAfXa nepecexaer scio nagoms, Oun

Kapuorun (47,XY, 21+) u
(peHOTHIIHYECKHUE
MPU3HAKH 00JILHOIO €
cuHapomoM Jlayna



Hdetn c cuHapomom [layHa



1. Ppymng crpazawounx Godeansio Jlayua Jeteil paaamunoro nospacra i ma PASHEX CcoMen
OTMeIAeTesn SHATHTEIRHOC BUHCHINCE € X01CTRO,



Yactota

1:12

T T T T T
25 30 35 40 45 49
Bospact marepu, roapl

3aBUCHMOCTh YacTOTBI POXACHMSA JaeTeil ¢ cuHapoMoM [layHa oT Bo3pacta
MaTepHu.



3aBUCUMOCTb 4YaCTOTbl POXAOEHUA OeTen C
XPOMOCOMHbLIMU DONIe3HAMM OT BO3pacTa MaTepu

YacToTa poxaeHus aeTen
BospacT matepu, roab! c 6onesHbio [layHa C nioGoir
" Goneaiuio
20 1:1667 1:526
25 1:1250 1:476
30 1:952 1:385
35 1:378 1:192
40 1:106 1:66
45 1:30 1: 21
49 1:12 1:8
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boneanenHmie HAPYWECHWA BOIHHKANT HO TONBXO MI~JA HENPABHMAL-
HOrO PaCcXOMQEHHUR XPOMOCOM NO FaMeTam, HO 4 B pelynsvyare
EMOAMMBIX NOA MUKPOCKONOM MIMOHOHMIA B MMX, TAKMX, KaX CO-

eauHenua xpomocom (a) w yrpara vacru xpomocom (aeneuws) (6).




Mpoduan, pysu u no2u y 4 dereu ¢ CUNTPONOM rpuconuu-18 (Ricei £t al., 1956).
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Cayuaait nepouxn ¢ cunapomom Tepuepa — XO. ([Ilo
Jleaoury u ap.)



CuvHapom LlepeweBckoro — TepHepa
Kapuotun 45,X0O




e HacToTa poxaoeHusa oeBoYeK C
cuHapomom LlepeweBckoro — TepHepa
coctaBnseTr 1 : 7500 HOBOpPOXAOEHHbIX



CuHppom KnanHdensrepa — 47,XXY




e CuHpgpom KnanHdensrepa (47,XXY)
BCcTpe4yaeTcAa ¢ yactoton 1 : 750 cpeou
HOBOPOXAOEHHbLIX MarfibYUKOB.

e Cuipgpom gancomum no Y — xpomocome
(47,XYY) BcTpeyaeTcda ¢ yactotoun 1 :
1000 cpean HOBOPOXAEHHbIX
Manb4UKOB.



MeToaobl AMAarHOCTUKU HacneaACTBEHHbIX
3aboneBaHuM.

KnuHuko-reHeanorn4yeckum.
LinToreHeTn4yeckumn.
buoxumunyeckue metoabl.
MonekynsipHoO-reHeTU4YeCKue.
OHTOreHeTn4yeckue:

- npeHaTanbHafa OnarHoCTUKa
- Onu3HeuoOBbLIN MeTOA

- aepmartornuduka
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PonocnoBHas npu X-CLeNIEHHOM pellecCUBHOM TUIE HaclefoBaHUA (reModWms THIIa A)






[lpeHaTanbHaA guarHocTuka
HacneaCcTBEeHHbLIX 3a0oneBaHUMN.

 HeuHBa3uBHbIE MeTOAbI: YNLTPa3BYKOBOE
nccnepgoBaHue.

* MHBa3nBHbIE MeTOoAbI:
- XOpUOHOMoncus
- NNaueHToomoncus
- aMHUOLeHTe3
- KOpAoueHTe3 (B3iTUe KPOBU U3 NYNOBUHDbI)
- peTOoCKONUA (BBeaeHUe 30HAA U OCMOTP nnopa)
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Bopcurikun
XOpuoHa

OrpaHuuunrens Bnaranvue Wnpuy

TpaHcuepBHUKaNbHAs XOPHOH- KM MIALECHTOGHOIICHS.



AMHUOLIEHTES.




Koprouenres.



OaHoAWLUeBble BnM3HeLUbl



Mounua u [epAa — RASHTHYNMIS GANINSHA, OWN PISEMANCH N3 GANOIO
PRANEANBIIEFOCH ONAOACTROPENNOrD mima. HACRGACTRGRNOCTS J WHX
O/NKXOBA.

Cayvan, KOCA2 WAGHTNYNME GANSHOUM BSOCANTHEINTEN & pa3-

HMX YCROBHAX, NOISOARIT MIYYNTL OTHOCHTEALNYN POAL HaG-
ARACTBEHHOCTN W cpaas. Oaux w3 GARSHOWUOS BAMPOC & (OPIAS,

el » sonssust Tanowram: u wuy RSSULIS Tarus ROISUELS




ware E
CAy4an, XOTA2 MASHTHYNME GARSHEUH BOCANTMBANTCN 8 Pa3-
WMX YCADBHRX, NOSBOARIT MSYYNTL OTHOCHTEABHYN POAbD MaC-

NEACTBEHHOCTN M CPEAM. Oann s GAM3NSUOB BWPOC B ropoae,













