NM3MEeHUYUBOCTbD.




N3MEeHYNBOCTb — CBOUCTBO
YXUBbIX OPraHM3MoOB U3MEHSATDb
CBOM HacC/ieACTBEHHbIe 3aA4aTKu
M UX NPOSIBJIEHUSA B OHTOreHese.
bnarogpaps naMeH4YnBOCTU BUA
MOXXeT npuobperaTtb HOBbIE
npuU3HakKM n CBOMUCTBaA.
MoBbILLAETCHA ero
aAanTauMOHHbIN NOTEeHLMuan, uTo
OUYE€Hb BAaX>XHO AJ1S 3BOJIIOLIUN.



NMpouyecc dbopMmupoBaHns aecdPHUTUBHOIO
¢eHoTna (CBOMCTBEHHOIro 0co6sM Ka)aoro
KOHKpPEeTHOro Bmaa) — 3To npouecc
peannsauumm reHeTmyeckom nHcoopmauumm B
KOHKpPEeTHbIX YC/IOBUAX Cpeabl.

NMpu3HakKn AenaTca Ha 2 rpynnbi:
O He3aBucsliue OoT YCJZIOBMA BHELWHeN cpeabl.

O 3aBucsliMe OT YCJZI0OBMU BHewwHen cpeabl (non
BJIMSIHUEM FreHOTUINa U BHeLWHen cpeabl —
MynbTUdaKToOpMasbHbie).




J1ro60e BO3aencTBme Ha OpraHmsm
¢haKkTOpOB BHELIHEN cpeabl
COMpoOBOXXAAeTCA OTBETHOU peaKumeu
OpraHu3Ma KaK CO CTOPOHbI reHOTUNa,
TaK U CO CTOPOHbI (peHOTMNA.

Peakuuu peHoOTMNA HA BHELWWHMe
BO31€MCTBUA pPa3J/INiHbI B

3aBUCUMMOCTU OT (POpPMbl OTBETHOM
peakuumu reHoTuna.



PopMbl UIBMEHYNBOCTM.
- HeHacnepgcTBeHHas
| N3MEHYUBOCTb.




Moanpunkaymmn —
ctbeHOTUNNYECKMUE
Pa3/Zinumna y reHeTu4YecKm
CXOAHbIX 0CcOobeMn.
NMpuunHa: A3MeHeHune
¢hyHKUNOHANIbHOM
AKTUBHOCTU NreHOB UM
TUNa X B3aMMO4EeNCTBMUS,
4YTO NPOSAB/ISETCH B
M3MEeHEeHUU CTerneHun
BbIPa>X@HHOCTHU NpuU3HakKa
B npeaesiax HoOpMbl
peakuuu.
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Ocob6u,

06ycnoBAEHHOCTb NPEAENoB
U3MEHYUBOCTM FEHOTUNOM
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CTeneHb BbIDAXERHOCTI MPKaHaka

* Hopma peakuuu-
CTeneHb
BapbUPOBaHNUA
MPU3HaKa OT
MUHUMABHOTO 40
MaKCMMa/IbHOro
3HaYeHus.



Mo OTHOLWEeHUIO K HOpMe
peakuum npusHakKku
AeNnATCA Ha:

O C LLMPOKOWU HOpPMOM —
U3MEeHeHMUA MacCcChl,
pocTa.

O C Y3KOM HOpPMOM -
pa3Mepbl roJIoBHOIro
MO3ra.

© € OAHO3HA4YHOW HOPMOM
— rpynnbl KpOoBU, UuBeT
rnas.




Buabl moandukaummn.

OHTOreHeTnyeckue (Bo3pacTHble) — CMeHa
nNPU3HaAKOB B OHTOreHese, obycnoBsneHHas
ancddpepeHunanbHON aKTUBHOCTbIO NrEHOB B XoAe
OHTOreHesa (M3MeHeHue pocTa, Macchbl, PopMbI
3y60B).

Ce30HHbIe — Ce€30HHbIe UMKINYecKkme konebaHus
reorpacdmnuyeckux paktropos (TemnepaTtypbl,
MHTEHCUBHOCTb COJIHEYHOM aKTUBHOCTM: 3arap,
M3MeHeHMe YPOBHSA KOHLUEeHTpauum BUTAaMUHOB:
aBUTAaMMWHO3 BECHOMN).

JKOJIOrMYecKMme — Kak aganrtaugmm K KOHKpPETHbIM
3KOJIOrM4Yeckmm ycnosusam (N11oan BbICOKOrOpPHOro,
KOHTUHEHTAJIbHOIro, apKTU4YeCcKoro,
3KBaTOpManbHoOro Tunos). Noa BAnaHMem
Beayuwero dakropa (temnepartypa, nmua
6e51KOBOro rNpomcCxXoXXaAeHns) — apKTUYECKMN TUM.



- Moandukauum

MMEeroT
* [MManamcKUm KPOnK C aﬂa NMNTUBHDbIN
TUMUYHOW OKPACKOW —
e XapakKTep — OHMU
* K BbllWMNaHHOMY y4acTKy ana NMTUBHDbLbI K TEM
LepcTu NPUKNaabiBaeTca
XO/I04. "3MEHEH"’|M,
* HacnuHe noasnaetca KOTO pble NX
TEMHOOKpalleHHasa
wepct, Bbi3BaJsin. AMmeroT
o6bpaTuMbIN

XapakKTep.



MN3MeH4YMBOCTb OpraHu3ma, BO3HMKaKLas
noa BNUAHMEM )aKTOPOB BHELLUHEN cpenbl
U He 3aTparnBaroLLan reHoTun,

Ha3biBaeTcA MOANDUKALIMOHHOM

e Moaudukauus -
HeHacrneacTBEHHOE
N3MeHeHne eHoTuna,
BO3HUMKaKLLee noa
BNUSHNEM  (PaKTOPOB
BHeELUHeWn cpeapbl
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Mopgo3 — pe3KO N3MEHEHHbIN
KayeCcTBEHHO HOBbIN NPU3HaK,
BO3HUKAOLWMKN nNoa AeNCTBUEM
3KCTpeMaJsibHOro cpakrtopa.
[eHeTnUyeckass OCHOBa — nNofgaBJieHue
¢hbYyHKLUMOHANIbHOU aKTUBHOCTU N€HOB.
NMpu3HakK BbIXOAMT 3a npeaesibl HOPMbI
peakuuu. NMNpoucxoaunT nposBsieHue B
YPOACTBaxX pa3BUTUS.



OdencreBmue 3KCcTpeMalsibHbiX paKTopoB
NMPUYpPoOYEHO K paHHUM 3Tanam
3MO6pMoOHanNbHOro passuTmna (KpuTuyeckKkume
daKTOpbl).

Y M1eKonuTarLWwmnXx BbiAeNnaloT 2 KPUTUYECKUNX
nepuoaa:

1. MMN1aHTauMMn — BHeaApeHue
OnJ1IoA0OTBOPEHHOMU ANLIEKJIETKMN B CJIN3UCTYIO
060n104uky MmaTtku (1-2 Hepenn).

2. nnauyeHtauum (2-6 Hepensa) -
cbopMupoBaHMe MiaLleHTbl U NJ1aLleHTapHoro
KpoBoOb6GpaLweHus.



TepaToreHbl — (pakKTOpbI, Bbi3blBaloLyne
vypoactea (Mopdo3bl):

dunsnyeckume (YOJ1, teMmnepaTtypa,
BMbpauusn).

XUMHnyeckume (Nnexkapcrsa, HAPKOTUKM,
AJZIKOroJib, HUKOTUH).

6uonornueckme (Bnpychbl, 6akrepmanbHbie
TOKCUHbI, METaboInTbl NPOCTENLLUUX U
reJ;ibMMHTOB).

Mopd¢d03bl, HaNOMUHaKOLWME MyTaUuumn —
c¢eHokonuu. B oTanume oT MyTaLlMi, OHU He
M3MEHSIOT CTPYKTYpPY reHoTvna.



OcobeHHOCTU AEUCTBUA TepaTOreHoB.

1. lencrBme nMmeet 40303aBUCUMMbIN XapaKTep.
Y pa3Hbix 6uonornyecknx BMAoOB
A0303aBNUCUMOCTb TEPATOreHHOro AenMcTems
MOXXeT pa3/inyaTtbCA.

2. Ana ka>kpaoro repatoreHHoro pakropa

cylLlecTByeT onpepesieHHas noporosas f03a
TepaToreHHoOro AeUCcTBumA.

3. Pasnnumsa TepaTtoreHHoro 4eMCTBusa y
Pa3JZIN4HbIX 6MosIoOrMYecKuX BMAOB, a TaKXXe Yy
Pa3HbIX NpeacTaBUTeNIen OAHOIro U TOro e Buaa
CBAA3aHbl C 0CO6EeHHOCTAMM BCacCbiBaHuUA,
MeTabonimaMma, cNocobHOCTM BeLlecTBa
PaCcnpoCTPaHATLCA B OpraHu3Me M NpoHMUKaTb
yepes niaaueHTy.




4. YHyBCTBUTEJIbHOCTb K Pa3HbIM
TepaTtoreHHbIM (pakKTopaM B Te4YeHue
BHYTPMYTPOGHOIro pasBMutus MoxxeTt
MEeHATbCA. BbiaensaroT cnegyouime

nepuoabl BHYTPUYTPO6GHOro passnutma
yeJsioBekKa.

HauyanbHbIW Nepmoa BHYTPUYTPO6HOro
Pa3BUTUA AJINTCA C MOMEHTA ON1I0A0OTBOpPEeHuns
A0 MMNaaHTauumm 6nacrouncrol. MNpwm
noBpexxaeHnn 60ablIoro Yncya KJieTok
3apoabill nornbaer, a Nnpv noBpeXxxaeHum
oTAeNnbHbIX 61acTOMEepoOB - AaIbHEULWWUN LUK

pa3BUTUA He HapywaeTtca (npumHUuvn "BCe nnm
Huyero").



BTopou nepuoa BHYTPUMYTPO6HOro passurusa -
3M6puoHanbHbIN (18-60-e CyTKM nocne
ornioaoTBOpeHusn ). B 3ToO BpeMs, Korga 3apoabliiu
Hanbosnee YyBCTBUTEJIEH K TepaTOreHHbIM
dakTopam, popMupyroTcs rpybbie nopoku
pa3Butus. Nocne 36-x CyTOK BHYTPUYyTpOob6HOIro
pa3BuTuA rpyboie nopoku passutusa (3a
MCKJIIOYEeHMEM NOPOKOB TBepaoro Heba, MoueBbIX
nyTen " noJioBbiX oOpraHoB) (POpMUPYIOTCA peako.

TpeTtni nepuopa - nnoaHbIAN. MOPOKKN pa3BuTUA ANS
3TOro nepmoaa He xapakrtepHbl. oA BAMaAHMEeM
¢akTOpOB BHELWHEeN cpeabl NPOUCXoANUT
TOPMOXXeHUue pocTta U rmbenb KNEeToK niaoaa, uTo B
AaNbHEULUEM NpPoSBASETCA Heaopa3BUTUEM UM
(pYHKLMOHAJSIbBHON HE3PENIOCTbIO OPraHoB.



OCHOBHbIE rpynnbil
TepaToreHHbiX paKToOpOB:

o JlekapCcTBeHHble cpeacTtBa u
XUMUNYEeCKMne BellecTBa.

o WoHu3unpyrouiee msny4vyeHue.
NHpekunn.

o Metabonunuyeckme HapyLwieHns m
BpeAHble NMPUBbIYKU Y
6epeMeHHOM.

O



NHdekuun

LilmToMeranosupycHasa nHdpekuunsa
fepnec

KpacHyxa

Cundpunnuc

Tokcomnjia3Mmos

BeHecCy3/1bCKUU NToLLaANHbIN
SHUedanuT

O O O O O O



NMoHu3unpyroulee nssiyyeHume
o PaagnoaKkTuBHbIE OCaAKu

o JleyeHue paanOaKTUBHbIM
noaoMm

o JlyyeBas Tepanus




MeTabonnueckne HapyweHuMa U BpeaHble
npMBbIYKKN Y 6epeMeHHOM

AnkKoronumsm

KokanHnsm
KypeHue
BapdapuH
DHananpun
dTpeTuHar
Noaunabl
JintTna kap6boHar
Tuamason
NMNeHnyuunnnaMuvH
TeTpauuKJINHbI
TanmagomMmua

O OO OO0 O00O0



MexaHU3Mbl OeNCTBUA TepaToOreHoB

1. FleHepauusa myTaumm (MyTareHes) - aBJieHMe
MmoandMkKkaLumm TepatoreHoM nocsieaoBaTesibHOCTHU
HykneotnaoB B mosiekyne [NHK. YcTaHOB/I€HO, UTO
okoJ10 20 - 30% HapyweHUn pa3BUTUSA NMioaa
o6ycnoBsieHO MyTaUMAMM MNOJIOBbIX KJ1IETOK
poamTenen. Myrtaumm coMmaTMYECKMX KJ1eTOK niaoga
Ha PpaHHUX cTaguax ero popMpoBaHUA TaKXKe
Yype3BblYaWHO ONAaCHbLI.

N3MeHeHue HacneaCTBEHHOro Koaa
COnpoBOXKAAETCHA CUHTE30M AedeKTHbIX 6enkos
(dpepMeHTOB, CTPYKTYPHbIX MPOTEUHOB), YTO B
CBOIO o4yepeab NnpuBoAMT K PYHKLIMOHANIbHbIM
HapyweHUAaAM, 4acTO He COBMECTUMbIM C YXXU3HbIO.



2. NoBpexxaeHne XpoMOCOM - fiBJZIeHue
pa3pbiBa XpOMOCOM WJIN UX CJIINAHUSA
(Hepacxo>xaeHve B npouecce MUTO3a).
ST HapyweHUAa No COBpeMeHHbIM
OLleHKaM SAABJIAIOTCH NPUUYMNHOUN OKOoJ10 3%
HapylwleHMn pa3BuTusa naoga. Yacrora
noBpeXaeHnsa XpoMoCOM yBeJIMunBaeTcs
C BO3pacTtoM Matepu. lNpuuynHamm
ahdeKkTa, TOMUMO XMMUNYECKUNX
BO31€UCTBUU, MOTYT O6biTb BUPYCHbIE
MHPEeKLUUn N AeNCTBUE MOHU3ZUPYIOLLUNX
M3JTYYEHUMN.



3. NoBpe>xaeHne MexaHn3MoB
penapauvu. HapyweHue CBOUCTB
reHeTUYeCKOro annaparta KJIeTKu
MoOXXeT 6bITb cneacremem
YrHeTeHUs1 aKTUBHOCTU (PpepMEeHTOB,
obecneumBalOLWMX pernapauuvio
CMOHTAHHO TPAaHCPOPMUPYIOLLUNXCA
monekyn AHK (aHTaroHucTbl
c¢honneBon KUCNOTHbI).



4. HapyweHuna mMmuto3a. MHorme
TOKCUKaHTbI, AEUCTBYSA Ha
KJIeTOYHOEe BepeTeHo, Bbi3biBaloT
HapyweHuUsa npouecca MMTo3a
(KONXNLMH, BUHKPUCTUH).




5. HapyuweHue sHepreTnyeckoro
obmMmeHa. NpuuynHamMu MOryT CcTaThb
6n10kapga rnmKkosin3sa, noBpexxaeHue
LUMKJ1a TPUKAPOOHOBbIX KUCIIOT,
610K 3/1eKTPOH-TPAHCMNOPTHOMU
CUcTteMbl n pasobuieHme npoueccos
okucneHmsa m pocchopmnupoBsaHus
(umaHugbl, auHNTpodeHoNn).



6. MNoBpexxaeHmne KNeTouyHbiX MeMbpaH.
HapyweHue npoHMuaeMocty MeMbpaH
KJ1eTOK SM6pmoHa MoxeT
COnpoBOXAAaTbCA UX rMbenbro n
HapyweHueM 3MbpuoreHesa rnas, Mo3ra,
KOHeuyHocTeM. MonararoT, UTO B OCHOBE
TEepaTOreHHOro AemMcTBuMA TaKUX BeLlecTB,
Kak auMmetTuncynodokcua (AMCO) um
BUTaMMH A, Ie>XUT UMEHHO 3TOT
MeXaHU3M.



TannoomunaoBas Tpareans

| ® Thalidomide Capsules USP
| THALIX-100




TanumapoMmup
(Thalidomide)

Ci13H10N204
dapM.rpynna
MMMyHOAenpeccaHTbl

TanmpgoMug — cegaTtuBHoOeE
CHOTBOPHOE JIeKapCTBeHHoe
CpeacTBoO, noJjsiyumsLiee
LUMPOKYIO U3BECTHOCTb U3-3a
CBOEM TepaToreHHoOCTM],
nocJsie Toro, kak 6ois10
YCTaHOBJIEHO, UTO B nepuop C
1956 no 1962 roab! B page
CTpaH MUpa poauocChb Nno
pa3HbIM noac4yeram ot 8000
no 12 000 peten c
BPOXXAEHHbBIMU YPOACTBaAMM,
o6ycnoB/IeHHbIMU TE€M, 4YTO
MaTepu NpUHUMaNm
npenapartbl TaamaoMuaa BO
BpeMs 6epeMeHHOCTM.



TannpoMmua npeacrasnsier HambonbLyrO ONMNAaCHOCTb Ha
PaHHUX CTaaAUAX 6epeme|-||-|ocw| Kputnueckum nepuopa
ana nnoaa —ot 20 oo 36 AHen nocne 3avaTvA.
BepoATHOCTb NosiBJiIeHUA pebéHka ¢ ¢dusnueckummn
necbo MauusaMM NOABJISSETCH Nnocse npueMa Bcero
oAHOMU Ta6neTKu TanmaoMuaa B 3TOT NPOMEXXYTOK
BpeMeHM.

Cpean Hanbonee pacnpoCTpaHEHHbIX BHELWHNX
NposiBJIeHUsN BblAenaTca AedeKTbl NN OTCYTCTBUE
BEPXHUX WUJIN HMKHNUX KOHEYHOCTEW, OTCYTCTBME YLUHbIX
PakKoBUH, AedeKTbl rna3s 1 MUMNYeCcKoMn MyCKynaTypbl.

CornacHo gaHHbIM, 0K0J10 40 % HOBOPOXXAEHHDIX,
noaBepriuinxcsa Bo34eUCTBMIO npernapaTta Ha cTaaum
pa3BuTUsA NJoaa, yMepJsim Ao CBOEro nepBoro gHs
poxxaeHusi. HekoTopble pa3pyLinTesibHblie BO34eNCTBUS
(B 4aCTHOCTH, KacarLmecs NoJIOBOU CUCTEMbI
pebeéHka) MOoryT npossBUTbCH TOJIbKO Yepe3 MHOro ner
nocrsie poXKaeHmsa m MoryT 6biTb BbisiBJIeHbl TOJIbKO B
pe3syabTaTe TwaTeNibHOro aHasausa.






HACNEACTBEHHAASA
M3MEH4YUNBOCTD.
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Pe3ysibTaT KOMOMHATUYHOM
M3MEHYUBOCTU — NrEHeTUu4YecKoe m
cdbeHOTMNMNYECKOe pa3Hoobpa3sue
NnOTOMCTBaA.




MYTAUMOHHAA USMEHYUBOCTD

MYTALIMA - BHe3anHbIe
CKauykKoob6pa3Hble n3aMeHeHUsN
NPM3HaKoOB, CTOMKO Nnepeaatowmxcs
no HacneacrTBy, KOTOpble
obycnoBnieHbl U3MEeHeHueMmM
CTPYKTYpPbl reHOTUNA. DBOJIIOLMOHHOE
M MeAMLUMHCKOe 3HaYeHue MyTauum —
npUYMHa HacneaCTBEHHbIX NaToJIOrum




Knaccundmkauma mytaumm no
MyLwMnHCKOMY

OcHoBa Knaccupukaumm — ypoBeHb
opraHm3aunm Xn3HM, Ha KOTOPOM MOXHO

HabnoaaTb MyTaLMOHHOE U3MEHEHMUE.

MonekynsapHbli YpOBEHb — MNEeHHble MyTaLuuu

KneTo4yHbI YpOBEHb — XPOMOCOMHbIE U FTEHOMHbIE
MyTaummn

OpraHu3MeHHbIW YPpOBEHb — MOpdosiornyeckme
(M3MEeHSAT Punsnyeckoe CTpoeHune);

Bnoxmmmyeckme (M3MeHSIOT aKTUBHOCTb (PepMEHTOB);

dusnonornyeckne (U3MeHSAT PYHKLUMNOHUPOBAHUE
CUCTEM OpraHunisMma);

NMMMyHOMornyeckmne (M3MeHsSt0T MMMYHHbIE CBOUCTBA
opraHumama).



TKaHeBOW ypOBEHb — COMaTUYeCKune
N reHepaTuUBHbIE MYyTaLUM.

[TonynauMOHHbLIN YPOBEHb —
BpeAHble, HeUTpaJZibHble N MOJ1e3Hble
MyTauum.




[To NpnynMHEe BO3HUKHOBEHUNA —
CMOHTAaHHbIE N MHAYLUUPOBAHHLIE.




UCKYCCTBCHHOE MOJIyYeHHEe MYTallMil ¢ MOMOIIbLI) MYTAar¢HOB;
HHOIIA K MyTareHe3y OTHOCAT NOSIBJICHHE CIIOHTAHHBIX
MYTAlM# (€CTECTBEHHbIA MyTareHes)



MyTareHbl — Bemecrsa,

_BbI3bIBaOINMe u3MeHenud JIHK,

I'¢cHOB




HAYIUPOBAHHBIE
MYTAaIllUH,
BbI3BAHHbIE
00/1yueHueM
(pagumanuen),
BIIepBbIEe ObLIH
00HApPYKEHbI
COBETCKHM Y4Y€HbIM
I'A. Haaconom




J{J1s1 BHI3BIBAHUSI HCKYCCTBEHHBIX MYTAIIUA
YacTO UCMOJIb3YIOTCS FrAaMMa-J1y4d, HCTOYHUKOM
KOTOPBIX MOKET ObITh, HAIPUMEP,
PAIHOAKTUBHBIN KOOAJIBT.

O OOJuyyeHHe HHAYLUHUPYET KAK FeHHbIe MYTAallMH,
TAK U CTPYKTYPHbIC XPOMOCOMHbBIE NEPEeCTPOUKH
- HeXBAaTKH, MHBEPCUH, YIBOCHHUA U T. 1.



XHUMHYECKHE MYTAreHbl J0JI2KHbI
00J1a1aTh TPEeMA Ka4eCTBAMM:

BbICOKOM IMPOHMKAIOIIEH CIIOCOOHOCTHIO;

CBOHCTBOM M3MEHATDL KOJJIOUTHOE
COCTOSIHME XPOMOCOM;

oNnpECaAcCJdCHHbIM HeﬁCTBHeM Ha COCTOAHUC
IcHa uJjim XpoMoCOMBI.



Hocud AdbpamoBuy
Panomopr

IlapaorTa Ayspodax
(BesmkoOpuTanus)

MOJIOKIJIM HAYAJI0
N3Y4CHH IO
XHUMHYECKOT0
MyTareHesa.




CIIOHTAHHBIU (CAMOIIPOU3BOJIbHBIN)
MYTAT'EHE3

*EcrecTBeHHbI XuMHYECKHe
paIlHaHI’IOHHbIﬁ (l)OH & . ! COCAMHECHUSA, CIIOHTAHHO
*BLICOKHE U HU3KHE ¥ \ 1 BO3HHMKaIOLIHE

TeMIepaTypbl 4 B mpouecce OﬁMeHi
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CIIOHTAHHBIU (CAMOIIPOUN3BOJILHBIN)
MYTAT'EHE3

O IlocTOSSHHO MPOTEKAET Y BCEX KUBBIX
OPraHU3MOB B COMATHYECCKHUX M MOJOBBIX
KJIeTKAaX

O CIHOHTAHHO BO3HHMKAIOT BCE BO3MOKHbBIE
THUIIbI T€HHBIX, XPOMOCOMHBbIX, FT€eHOMHbIX
U MUTOILIA3MATHYECKHUX MYTAallUH




Knaccudpukauma mytaymm c
No3NLNN N3SMEHEHUA CTPYKTYpPb
reHotuna



TEHHbIE MYTALIUN — nameHeHusa B
CTPYKTYpe reHa. NnpmBogdaT K
MONEKYNAPHbLIM 3aboneBaHnaM,
CBSA3aHHbIM 0BbIYHO C HApPYLUEHUNAMU
obMeHa BeLlecTB.




MyTaLuum 3aMeHbl.

MMNCCEHC - 3aMeHa ogHoOro
CMbIC/TIOBOI0O KOAOHA Ha ApYyrow.
Pe3ynbTaT — 3aMeHa B besnke
OAHOW aMUHOKMNCNOTbl Ha APYrylo.

[TfpMep: cepnoBMAHO-KETOYHas
aHeMuns. 3aMeHa B 6M MO0XEHUN
rMyTaMMHOBOW KUCNOTbl Ha BaJlnH.




Hanbonee xapakTepHbIMU CUMITOMaMM
cepnoBUAHO-K/IETOYHON aHEMUN Y
MaJIEHbKNX AeTen SABASAIOTCS NopaxKeHune
KOCTHO-CYCTaBHOWM CUCTEMbI: pe3Kas
60ne3HeHHOCTb CYCTaBOB, NPUMYXI0CTb
CTon, KUCTeun, roneHen. bonbHble Yaule
BbICOKOIO pocCTa, XyAble, C NCKPUBNEHHbIM
NO3BOHOYHMKOM. YacCTbIM OCJIOXXHEHMNEM
CTAQHOBSATCS HapyLlUeHNs 3peHuns,
CBSI3@aHHble C UBMEHEHWEM COCY0B
ceTyaTKu.



HOHCEHC - 3aMeHa CMbIC/ZTOBOTIO
KOAOHAa Ha HOHCEHC-KOAOH.
[TpeKkpallaeTcsa CYnTbIBaHUE
MHPopMaunn. benok He
obpa3syeTcd. NMpumep: MmmonaTus
[lroweHa.




MbiWweYyHble ancTtpodumnm (MMonaTnumn) — rpynna
HacneACTBEHHbIX 3a60/1eBaHN, XapaKTepPU3YyHLMXCS
nporpeccupyrowmnmmn aereHepatMBHbIMM N3MEHEHUAMUN B
MblLLIEYHbIX BOJIOKHAX M HapacTalowen MbllLeYyHOU

cnaboCThIo.
3aboneBaHune BcTpeyvaeTcs ¢ 4yactotom 30 Ha 100 000
HOBOPOXAEHHbIX Ma/llbiyMKOB U OObIYHO MPOSABASETCS B
BOo3pacTe 3-5 neT, 04HAaKO KJIMHM4YecKass cCMMNTomMaTuka
nosasnsgeTca B Bo3pacTte 9-10 ner.

OCHOBHbIMU KJITMHUYECKMMN CUMITOMaMun 6onesHun
[rowieHa aBNnAaTCA:

nporpeccupytouwast cnabocCcTb MbiLL, TA30BOro U rnjeyeBoro
nosca, crmbartenbHbIX MbIWL, Wen, nocreneHHoe
orpaHun4yeHune ABMXeHuUn B Ta3zobeapeHHbIX, KOJIEHHbIX,
NOKTEBbIX, Ny4ye3ansaCTHbIX CyCTaBax;

NnocTeneHHoe nporpeccupyollee HapyLeHme cnocobHoCTH
XO0AUTb U MOJIHas yTpaTa xoabbbl K 12 rogam;
ncesaornmnepTpodumns Mol (OHW 3aMeLlalTCs XUPOBOU U
CoeANHUTENbHOW TKaHbIO N KaXYyTCs YTOJILLEHHbIMW).




CAMUCCEHC - 3aMeHa cMbICN0OBOro
KOAOHAa Ha CMbIC/I0BOU KOAOH 6e3
3aMeHbl aMUHOKUCOTbI B bernke.
deHOoTMNNYECKN He NpOodaABISAETCA.




TpaH3numa — aTo MyTauug,
obycnoBsieHHass 3aMeHOMN OAHOro
NYPUHOBOIro ocHoBaHuda Ha apyroe (A < )
Man ogHoro NMpUMMMANHOBOro Ha apyroe (Y,

T < ).

TpaHcBepcusa — 3TO MyTauung,
obycnoBneHHass 3aMeHOMN MYPUHOBOIO
OCHOBaHMA Ha NMMPUMNONHOBOE U HA0O6OPOT

(A, T <Y, T, U).
TpaH3nuMn BO3HUKAIOT Yalle
TpaHcBepcuM.




MYTAUWN COABUTA PAMKW
CHATbBIBAHUA




HabntopgatoTcss npy BCTaBKe UK
BbiNnaaeHUN HyKneoTunaa. B
pe3ysbTaTe 0bpa3ytoTca 6enkun C
HOBbIMWU CBOUCTBAMU, T.K.
NPONCXOAUT 3aMeHa HEeCKOJIbKUX
aMWUHOKWNCNOT.

MHCepunn — BCTaBKW
Neneunn — BbiNageHUs
Adynnnkaunm - yoBoeHus



[IpnBOAAT K bepMeHToNnaTUAM.
beHnnKeToHypuUus.

B 6onblwIMHCTBE cny4yaes 3abosieBaHne CBSA3aHO C
PE3KNUM CHUXEHNEM USTN MOJIHbIM OTCYTCTBUEM
aKTUBHOCTU pbepMeHTa peHunaraHnH-4-rugpoKcmnsiassl,
KOTOPbIM B HOpMe KaTaJIn3npyeT npespalleHune
dbeHnnanaHnHa B TUPO3UH.

B opraHm3aMe nponcxoauT HaKomnJeHne ero TOKCUYHbIX
NPON3BOAHbIX — PEHUINMNPOBUHOIPAAHON U
dEeHNNIMONOYHON KUCSIOT, KOTOPble B HOPME NpaKTU4YeCcKu
He 0bpa3yloTcH, N36bITOK KOTOPbIX BbIi3biBAET HapyLUeHne
MeTabosmM3mMa nMNmMaoB B roJIOBHOM MO3re.
[TpeanonoXumTenbHO, 3TO U BEeAET K Nporpeccmpyrouwemy
CHWXKEHUIO UHTEeN1eKTa.




DenunanaHuH

DPeHunanaHuH-
THOPOKCHIIAZA

THPO3SHH —ree

p-—THOPpOKCH GeHHT
NHPpOBHHOIPpagHasa
FWACTTATA

p—THOPOKCH PEeHHI

MOJIO4YHanA

Perunnupo- PenunyrcycHan
BHHOTpagHadA KHCIOTa KHCIIOTa
PerunmonouHan
KHCIOTa
Menauun

3.4d-muoKcH- ——— | HopagpeHaIHH

dbeHumTaTaHuH \
anpeHalHH

2. 5—runpoxcu peHHI

NHPpOBHHOIpagHaA
KFHArmTOTA

TOMOIrcHTHIZHHOEAaA
KHCIOTa

bymMapoBEIE H MAaIEeHHOEBEHE
KHCJIOTEL







AJIAKTO3EMUAL.

HacneacTBeHHoe 3abosieBaHmne, B OCHOBE KOTOPOro
nexuT metabonnuyeckmmm 610K Ha NyTU
npeobpasoBanits FanakTosst B FHoOKO3y-—TanakTosa,
NOCTynatwlLlas Cc NULLEn B cocTaBe MOJIOYHOIro caxapa
—/1aKTOo3bl, NoagBepraeTca pocOopnInpoBaHuIo,
npuyem obpasyeTcs ranaktoso-1 -dpocdar;
NanbHeunuwee ero npespalieHne npu 3aboneBaHnm He
NponCxXoanT B CBSA3M C HAacNeACTBEHHbIM AedeKToM
K/to4eBOro epMeHTa. [anakro3a un ranakroso-1 -
docdaT HaKanIMBaAKTCA B KPOBU N TKAHSAX,
oKa3biBasi Tokcnyeckoe gencreme Ha LUHC, neyeHs,
XPYCTaJIMKU rnas, 4to onpegensieT KAnHn4yeckKkme
npossneHns 6one3Hn. 3abonesaHmne NposiBISIETCS B
nepBble AHUN N HeAeNn XNU3HU XKeNTTYXO0u,
yBe/IM4eHneM neyeHun, HeBpoormyecKkom
CMMNTOMATUKOW (CyaAOpOrn, rMnoOTOHUS MbILLLL).



XPOMOCOMHBbIE MY TALNW



24-nBetHaa FISH xpomocom genmoBeka:

b - packnaaka XpoMOCOM.
(PyomoB H. b., KapamsimeBa T. B. Bectan. BOI'uC, 2000).



CTpYyKTYpHble MyTauunn (abeppaumnn).
O6ycnoB/fieHbl UIBMEHEHUSAMUN B
CTPYKTYpe XpoMOCOM. PasnunyatoTt
BHYTPUXPOMOCOMHbIE U
MEXXPOMOCOMHbIe abeppauunmn.




NEJELS

-0T NaT. deletio —
VHAUTOXKECHUE —
XpOMOCOMHas adeppanus
(mepecTpouKa), Ipru KOTOPOM
IIPOUCXOJIUT MOTEPS YUaCTKa
XpOMOCOMEI. [IpuBomiT K
YaCTUYHBIM MOHOCOMMUSIM.




NEJELMS

MokeT OBITh CIEACTBUEM pa3pbiBa XPOMOCOMBI
WJIA PE3YyJbTaTOM HEPaBHOI'O KPOCCUHIOBEPA.

Jlenenuu rmoapas3acisorT:

Ha MHTEPCTUIINAJIBHBIC (ITOTEPSI BHYTPEHHETO
y4acTKa)

TepMHUHAJIbHBIC (IOTEPS KOHIIEBOI'O Y4acTKa).



46 XX nnn XY, 5p-.
CUHAOPOM KOLUaybero Kpuka

yTpaToOn OT TPEeTU A0 NOJIOBUHbLI, pexe

NoJsiHaa yTpaTa) KOpOTKOro nJsieya
NATON XPOMOCOMbI. [1nsa pa3BuUTUS
KIMTMHUYECKON KapTUHbI CMHAPOMaA
MMeeT 3HayeHMne He BeJZIMYMHA
yTpayeHHOro yyacrtka, a KOHKpeTHbIN
He3HAUYUTENbHbIN DparMeHT
XPOMOCOMBblI.



[pn 3TOM cnHapome HabngaeTcs:obuee
OTCTaBaHWe B pa3BUTUN, HU3KAS Macca
NP POXAEHUN N MbllLEYHAsa r’MNOTOHUS,
NyHOObpa3Hoe nuo C WMPOKO
PacCTaBNEHHbIMW INa3aMu,XapaKTEPHbIN
nnay pebeHka, HaNOMMHALLMN KOLLAYbe
MSyKaHbe, NMPUYNHON KOTOPOro SIBASIETCS
U3MEHEHME rOPTaHU (CYXEHNE, MATKOCTb
XpsilWwen, yMeHblUleHne Ha,EI,I'OpTaHHVIKa)
NN HeagopassuTUe roptaHu. NMpusHak
ncyesaeT K KOHLY NepBoro roga »XusHu.

Kpome Toro, BCTpe4yarTCcs BPpOXAEHHbIE
NOPOKKU cepaua, KOCTHO-MbILLEYHOW
CUCTEMbI U BHYTPEHHUX OpPraHoB, HU3KOe
pacnosioXxeHne n aedopmMaums ywHbIX
pPakKoBUWH, runeptenopmn3m (yBemyeHHoe
paccTosgHMe Mexay Kakummmn-nnbo
NapHbIMMN OpraHammn)

YacTtoTa cnHapoma npuMmepHo 1:45000




3SHAUEHUE JIEJEIAU

Jlenenus 0enka CCRS-gensra32 mpuBOgUT K
HEBOCIIPUUMYMBOCTH €€ HocuTens K BIY.

Ceiuac k BUY ycronunBo B cpeanem 10 %
€BPOIICHIIEB, OJJHAKO B CKaHIWHABUM 3Ta
nons gocturaet 14-15 %. Y ¢uHHOB 1
PYCCKUX HOJII YCTOMYHUBBIX JIHOJIEH €II€ BBIIIE
— 16 %, a B Capaguanu — Bcero 4 %.




TYIIIUMKALIAA

Ot nar. duplicatio —
YIBOGHHUE — CTPYKTypHas
XPOMOCOMHAas MyTalus,
3aKJIF0YAIOIIASCS B
yIBOCHHUH y4acTKa
XPOMOCOMABI.



CuHapom 9 p+ (cuHapomMm Petope).
Kapuotun 46 XX wnu XY, 9p+.

No yacroTe BCTpedyaemMocT 3aHmnMaeT 2

MecTO nocne 6onesHm [layHa.
KnnHuko-Mmopdonornyeckme npmusHakm:
- NpeHaTaslbHaA yMepeHHasa rmnoniaasus,
3aieprKKa pocCTa;

- MUKpouedanmsa, aHTUMOHIoOJIONAHbIN
pa3pes rnas;

- YMCTBEHHAaS OTCTaJIOCTb;

- rmunepnna3ua 3 m 4 panaHr nanbues;

- MOPOKW pa3BUTUA BHYTPEHHUX OpPraHoB
(cepaua v noyek).

NMPOrHo3 >XU3HM 6,1aronpuUATHbLIN NpMU
OTCYTCTBMM MNATOJZIOrMN BHYTPEHHMUX
OpraHoB.



NUHBEPCUU

OTO NU3MCHECHHE
CTPYKTYPHbI
XPOMOCOMBI,
BBI3BAHHOE IIOBOPOTOM
Ha 180° ogHOTrO N3
BHYTPEHHHUX €€
YYaCTKOB.
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MHCEPUWMW (TpaHcno3nunumn) —
nepemMelleHnsa pparmMeHTa

XPOMOCOMbI B Apyroe ee MecToO.
N3MeHdaeTca nopanok
PACMO/I0OXXEeHUSA reHOB B rpynne
cuensieHunq.




TPAHCJIIOKAIINHA —
MEXXPOMOCOMHBIE adeppanuu

B xo1e TpaHCIOKaluuy OPOUCXOAUT OOMEH
y4aCTKaMH HETOMOJIOTHYHBIX XPOMOCOM, HO
0o0IIIeE YHCIIO0 TEHOB HE U3MEHACTCH.

Changed chromosome 9

Normal
chromosome 9 Chromosomes break
Changed
chromosome 22
Normal
chromosome 22
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TpaHcnokauun.

PeunnpokHas (Co B3aMMHbIM
obMeHOM) U HepeuurnpokHasa (6e3
B3anMMHOro obmeHa).

CbanaHcmpoBaHHas (6e3 yTpaTbl
reHeTMn4ecKkoro Mmatepuasna) u
HecbanaHcmpoBaHHas (C yTpaTou
reHeTU4YecKoro Mmatepuana)




[EHOMHbIE MYTALIN.

CBsAAZaHbl C U3MEéHeHneM Yyucna
XpPOMOCOM.

Monuvunnonamsa — N3SMEHeHue Yucna
XpPOMOCOM, KpaTHoe ranaomaHomy (3n,
4n, 5n). lna yenoBekKa fieTalibHbl, Yy
pacTeHUn NpUBOAUT K reteposumcy.

AHeyrnsionauna — HapyweHue yucna
XpOMOCOM B AMnaionaHoM Habope.
PasnuyarT

noJiHbie TpucomMmum 2n+1 m
NnoJiHbile MOHOCOMUM 2n-1



XPOMOCOMHDbIE CMHAPOMBDI,
OBbYCJTIOBJIEHHbBIE TEHOMHbBIMUA
MYTALUNAMM.




TPNCOMWA MO X-XPOMOCOME.

3abonieBaHne BCTpevaeTcs
CcpaBHUTEeNbHO peako (1 cny4yan Ha
700—800 HOoBOpPOXAEHHbIX
nesoyek). 3abonesaHue

06yCnoB/IEHO Ha/IMUYMNEM Y XEHLLNH
xx %C xx Tpex X-XpOMOCOM.
| 2 . KnuHuka 6egHa cumnTtomamu. Y
6onblWMHCTBA 60/IbHbIX
‘L ab MEHCTpPYasibHbIN UMK HE HapYyLUEH.
: ! [Mpy HOpManbHON MYHKLUN 5
ANYHUKOB XXEHLMHbI C Tpnucommen-xX
aa ‘B 53 88 A 3R % CrMocobHbl K AeTOpOXAeHUIO. NS
A ; 3 ) 10 i 12 3ab6051eBaHNA XapakKTepHO NnLb
HeboNblIOe CHMXEHUE NHTesIeKTa.
4A OA &b B psage cnyyaeB MHTeNNeKT
13 14 15 CoXpaHeH. [BuratenbHas
AaKTUBHOCTb HEpeaKOo CHMXeHa. Y

3% A5 &) 60/bLIMHCTBA AEBOYEK U XKEHLLMH
coMaTMyecKne aHoManmm
¥z AR OTCYTCTBYIOT. BbICOKMI pPOCT,
' ‘aa MY>KCKOM TUM XXNUPOOTSIOKEHMS.
aa s > MHoraa HabntoaatTca

naTo/IoOrMyecKkme N3MeHeHnsa opraHa
3peHus.
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CNHOPOM
LEPELWEBCKOIO-TEPHEPA
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HApPOM [layHa (Tpucomumsa no xpomocome 21) — oaHa n3 dhopM
FEHOMHOM NaToI0rnMKn, NP KOTOPOU Yalle BCEro KapmoTur
ACTaBNeH 47 XpOMOCOMaMn BMECTO HOPMaJTbHbIX 46, NMOCKOJIBKY
OMOCOMbI 21-1 napbl, BMECTO HOPMasibHbIX ABYX, NpeacTaB/ieHbI
emMsa konuamm (tpmcomusi). CyulecTByeT eweé ase popMbl AAHHOIO
CUHApPOMA: TpaHC/oKaumnusa XpoMOCOoMbl 21 Ha Apyrue XpoMOCOMbI
(yawe Ha 15, pexe Ha 14, ewé pexe Ha 21, 22 n Y-XpOMOCOMY) —
4 % cny4daes, U MO3aun4HbIN BapuaHT cmHapoma — 5 %.
CHAOPOM NONYy4Yus Ha3BaHMe B YeCTb aHIIMNUCKOro Bpaya John
Down, BnepsBble onucaswero ero B 1866 rogy. Cea3b Mexay
NPONCXOXAEHUEM N N3MEHEHMEM KOJIM4YecTBa XpPOMOCOM bblina
BbisiB/lieHa TOJ/1bKO B 1959 roay dpaHUYy3CKUM reHeTUKoM XKepoMoM
JlexxeHoM.
[MepBbi MeXxayHapoaHbIA AeHb YenoBeKa C CMHAPOMOM [layHa Obin
npoeenéH 31 mapta 2006 roaa. [leHb n Mecsil 6b1in BbIbpaHbl B
COOTBETCTBMN C HOMEPOM MNapbl U KOJINYECTBOM XPOMOCOM.




CuHapoM [layHa He aBnsieTcs peaKou natosiormen — Habnwaaetcs oanH
cnydyam Ha 700 ponoB; B AaHHbIM MOMEHT, M3-3a NpeHaTaslIbHOM
ONArHOCTUKM, YacToTa poXaeHus aeten ¢ cMHApPoMoM [layHa
yMeHbwmnnacb 4o 1 k 1100. Y Manb4nKoB U y AeBOYEK aHOMaNu4
BCTpe4yaeTcsd C 0A4MHAaKOBON 4acTOTOMN.
YacToTa poxaeHunn geten ¢ cmHapomom [layHa 1 Ha 800 wvnum 1000.
HOpOM [layHa BCTpedaeTcs BO BCeX 3THUYECKUX rpynnax n cpean scex
3KOHOMUYECKUX KJ1aCCOoB.
Bo3pacT matepu BAMSIET HA WAHCLI 3a4aTnsa pebéHKa C CMHAPOMOM
HayHa. Ecnn maTtepu oT 20 oo 24, BepodaTHOCTb 3Toro 1 Kk 1562, ecnu
mMaTtepu oT 35 o 39, To 1 K 214, a B Bo3pacTe crtapuwe 45, BepoATHOCTb
1 K 19. OTUOBCKNIN BO3pacT, 0coObeHHO ecnu cTaplle 42 neTt, Takxe
yBeNin4ymBaeT pUCK CUHApPOMA.

CoBpeMeHHble nccnenoBaHns nokasasam, 4To cuHapoM [ayHa
obycnosneH TakXe ciydanHbIMn cobbITUAMKU B npouecce GopMNpPOBaAHUS
NOSIOBLIX KNETOK n/nnmn bepemeHHoCTU. lNoBeaeHue poanutTenem u
daKkTopbl OKpYy>KatloLWen cpelbl Ha 3TO HUKAK He BUSALOT.

[Mocne aBapuun Ha YepHobblnbckon ADC 6b110 06Hapy>XeHO yBennyeHune
Ymcna BPOXAEHHbIX NATONOMMM B pa3/IMYHbIX panoHax benopyccunn
mexay 1986 n 1994 rogamu, ogHako oHO 6b1J10 NPUMEPHO OAMHAKOBbLIM
KaK B 3arpsaA3HEHHbIX, TaK U B YNCTbIX panoHax.B aHBape 1987 roaa
6b1/10 3aperncTpupoBaHO HeOObIYHO 60/bLLIOE YNCIO Clly4YaeB CUMHAPOMA
[layHa, ogHaKo nocneayowen TeHAeHUUN K YBENTMYEHUIO
3aboneBaeMoCTn He Habnwaanocsk.




O6blyHO cMHApoMY [layHa CcONyTCTBYHOT CNneayowme BHEWHNE
NPU3HAKWN :
«MJIOCKOE NnNLo>»,
bpaxuuegpasinsg (aHoManbHoe ykopodeHune yepena) — 81 %,
3NMUKAHTYC,r’MNepnoAaBUXHOCTb CYCTaBOB, KOPOTKME KOHEYHOCTMH,
KaTapakKTa B BO3pacTe ctapwe 8 ner, oTKpPbITbIN POT (B CBA3U C
HU3KMM TOHYCOM MbIWL, U 0CO6bIM CTpOoeHneM HEba), 3ybHble
aHoOMasnmmn, NockKaga nepeHocmua, nornepedyHas nagoHHas CcKnaaka
(Ha3bIBaeMas Takxe «obesbssHben»), BINC (BpOXXAEHHbLIN NOPOK
cepaua, KopoTkun, ctpabusm (Kocornasue),nedopmaumns rpyaHom
K/IeTKW, MUITMEHTHbIE NATHA NO Kpato paayXku (NaTHa
Bpywdunbaa), BpOXAEHHbLIN Nlenko3 — 8 %.
ToyHasa AMaArHOCTMKa BO3MOXXHA Ha OCHOBAHUM aHann3a
KapmoTuna. Ha oCHOBaHUU UCKAOUYUTENbHO BHELUHNX NMPU3HAKOB
NOCTAaHOBKA AMAarHo3a HEBO3MOXHaA.
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BcTpeuaeTtcsa ¢ yactoton 1:7000-1:14000. CooTHOLWEHMNE
nonos 65M3Kko K 1:1. HabnwoaaTca Taxenble BPpOXAEHHbIE
NOpoKuW. [leTn poxxaarTcs C Maccom Tena Huxe Hopmbl (2500
). Y HUX BbIABASKOTCA MUKpouedanmns, HapyweHune pa3Bntus
pa3finyHbIX otaenos LJHC, HU3KNIN CKOLWIEHHbIN 00O,

cy , v, 3dariaBiaas
nepeHocmua, WNpoOKOe OCHOBAHME Hoca, AedopMUPOBaHHbIE
YLlWHble pakKOBUHbI, paclennHa sepxHen rybol u HEGa,
nonnaakTunng, MnekCopHoe rnoJIoXXeHne KUCTen, KopoTKas
wesd. Y 80 % HOBOpOXAEHHbIX BCTpeYakTCd NOPOKU pa3BUTUA
cepaua: aedeKTbl MexXenyao4ykoBon n MexnpencepaHomn
neperopoAok, TpaHcno3nymnm cocynos n ap. HabnwoaatTtcs
(PMOPOKNCTO3HLIE N3MEHEHUS NMOAXKEeNYA0YHOW Xenesbl,
nobaBouHble cene3eHKN. NoYKN yBennyeHbl, UMEIT
NOBbILWIEHHY A40/IbYATOCTb. XapaKTepHa 3aJ4epxXKa
YMCTBEHHOIO pa3BUTUA.

B CBSI3U C TAXENbIMN BPOXAEHHbIMW MOPOKaAMMN pa3BUTUS
601bLUMHCTBO AeTen C CUHAPOMOM [laTay yMUparoT B Nepsble
Heaenu unu Mmecsaubl (95 % — ao 1 roga). OgHaKoO HEKOTOpPLIE
60/bHbIE XNBYT B Te4eHUe HeCKOJIbKUX neT. bonee T0ro, B
Pa3BUTbIX CTPaHaX OTMeYalTCHa TeHAEHUNSA YBeNMYeHUs
NPOAOIKNTENBbHOCTU XN3HWU 60NIbHbLIX CMHAPOMOM [laTay go 5
net (okosio 15 % peten) n gaxe go 10 net (2 — 3 % peten).






CMHOPOM SOBAPLOCA
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Puc. X.7. Kapuotun npu cMHIpoMe DaBapaca.
Tlpocras nonuaa tpucomus 18 (47, XX, +18)

occiput, or back part
of the skull, is

small prominent
sm:m' dys:lasﬁc. or
ik malformed ears
shield chest,
or short and

prominent
sternum;
and wide-
set nipples

clenched hands
with overlapping
fingers

(L flexed big toe;
kL4 prominent heels



CuHapom 3aBapaca (CMHAPOM TPUCOMUM
18) —xapakTepunsyeTcst KOMMJIEKCOM
MHO>XECTBEHHbIX MOPOKOB pa3BUTUS.
[MonyndaumoHHaqa yactota npumepHo 1:7000.
[1eBOYKM C CMHAPOMOM DABap/ca
POXAAKTCA B TPU pa3a 4valle MajibyMKOB.
MpoAo/IKNUTENBHOCTb XWU3HWN AEeTen C

1! cuHOpoMOM DaBapaca HeBenuka: 60 %
AeTen ymmpatoT B Bo3pacTte Ao 3 Mec, A0
roga anoxwueaet nuwb 5-10 %. OCHOBHOM
NPUUYNHON CMEPTU CNY>KAT OCTAHOBKaA
AbIXaHNA N HapylweHnsa paboTbl cepaua.
Yaule Bcero BO3HMKAKT aHOManunu
MO3roBOro n nnueBoro yepena. HmxHaa
4YesIICTb 1 POTOBOE OTBEPCTUE MasleHbKUe.
[[Na3Hble Wwenn yskme n KopoTkume. YuHble
PaKOBUHbI AedOpMUPOBAHbI U PACMOJIOXKEHbI
HWU3KO, HECKOJIbKO BbITSAHYTbI B
rOpmM3oHTanbHOM niaockocTtun. B 80 %
cnydaeB HabnwgaeTcs aHoMaslbHOe
pa3BUTUE CTOMbI: MATKA Pe3KO BbICTYMNaeT,
CBOJA NpoBucaeT (cTona-kavasnka), 6onbLion
naseu yToJilleH 1 yKopo4deH. 'mnonna3sunsg
MO3XeuyKa.




