HacJaeacrBeHHbIe
3200/1eBAHUA U
reHeTHYeCKHEe CHHIPOMBI

Bpau-pe3naeHT HeoHaTosor: Torbi36aesa 1.0



Hacneocmeennwie oone3nu
BO3HHUKAIOT B PE3YJILTATE MyTallUH
HACJIEJICTBEHHBIX CTPYKTYp —
XPOMOCOM HJIM T'€HOB.
COOTBETCTBEHHO

BBIACIISIFOT XPOMOCOMHBIE M T€HHBIE
oosie3nu. [IpuunHOi MOsSBICHUS
MYTAaIAMN ABJISIETCS JCMCTBUE
MyTareHHbIX (h)aKTOPOB BHEIITHEH
cpeapl. Ho mocie Toro kak myranus
BO3HUKIJIA, €€ IIPOSIBIICHUE HE
3aBUCHUT OT CPEBI.

BHemHss cpea MOXKET BIUATH JIUIIb
Ha BBIPA)KEHHOCTb CUMIITOMOB
00JIE3HH U TSDKECTH €€ TCUCHUSL.




POJIb OT/JEJIbHBIX ®AKTOPOB B PASBUTHUU
BPOXJIEHHBIX 1 HACJIEJICTBEHHBIX
BOJIESHEU Y JIETEU

duzungecxkue pakropbl (pa3THIHBIC BHIBI
HOHHU3UPYIOIICH paauanuu, yabTpadHuoiIeTOBOEC
HU3JIyUYCHUE, DJICKTPOMATrHUTHBIC HU3JTYUYCHUSI)

O XnmMmuueckue pakropbl (MHCEKTHIIUOEI,
repounuabl, HAPKOTHUKHU, AJIKOTOJIb, HEKOTOPHIE
JIEKapCTBEHHBIC MIpenaparbsl U Jp.BEIIeCcTBA)

L Bbuosornueckue pakTopbl (BUPYCHI OCIIHI,
KPACHYXHU, BETPSIHOU OCIIbI, SITUAEMHUYECKOTO
naporura, rpurina, Kopu, rernarura. Bo3spact
>KEHIIIUHBI cTapiie 35 J1eT, poaCTBEHHBIEC OpakKu,
HaJIMYHUE T€HETUYECKHUX 3a00JIEeBaHUU B CEMBE).




MyTaLuu

:

:

[EHEpaTHEHbIE
- BOSHUKILME B NONOBLIX KNeTKax, OHK He
BAMAKT HA NPUSHAKK A3HHOMO OpraHuama,
d MPOFBNAKTCA TONGKD B CREAYKLEM
NOKONEHKH

COM3THYECKME
- BOJHMKAHWME B COMATHYBCKKX KNe
3T MyTaUMM  NPOSBNAKITCA Y
OpraHusMa W He NepejalTcs noToMcT
MM NONOBOM  Pa3MHOXEHKHM, COXPAHMT
COMaTMYECKME  MYTalMM MOXHD T
nyTeM BECNONOrD PasMHOXEHKS
BCErQ BEreTaTveHoro)







JOMHHEHTHbIE PeueccueHbie
= NPOABNAKWHMECA Y reTeposuroT - He NPOABNAKLHMECAH

reTeposMroT, NO3ToMY ANMTENbHOE
BPEMA  COXpaHANLHMECH
nonynauMK 1 00pasyiowwne peseg
HaCNEACTBEHHOM M3MEHYMBO




[[eHHble 60/1e3HU



1. Aymocomno-oomunanm
MOHOZCHHbBIC 00/1C3HU

* JleicTBHE MYTAaHTHOI'O T€HA IIPOSBIISIET
[IPAKTUYECKH BCEraa

* bonbHBIE MATIBYMKH U JIEBOYKH POXKIAOT
OJIMHAKOBOU YaCTOTOM.

* BeposSTHOCTh pa3BUTHS O0JIEC3HU B IOTOMC
cocraBisieT 50%.

* B OCHOBE JICKUT HAPYIIIECHUE CUHTE3A
CTPYKTYPHBIX OCJIKOB WJIM OCJIKOB,
BBIIIOJTHSIOIINX Creu(pUIeCcKue (PyHKI]
(HampuMep, reMOoriI00nHa)



HOJIUJAKTHUJIINA

Kiauandeckne 1
CYIIECTBYET JIBa Ba

THII A, TP KOTOPO
JTOTIOJIHUTENBbHBIN I1a
(yHKIIMOHAJIEH, U TH
KOI/1a JOMOJIHUTEIbHBI
HEJIOPA3BUT U MIPEJICTAB
c000i1 KOXKHBIN BBIPOCT.

Tun Hacjie1oBaHuA:

HonyasuuoHHas YacToT
ot 1:3000 go 1:650




OCTEOI'EHE3

~ Kiaunuveckue mpusHaku: | | [ ‘ ] l
TIOBBIIIEHHAS JTIOMKOCTh TTT%
TpyOUaThIX KOCTEH, pedep u |
KJIFOYMIL TIPY MUHAMAJIEHOM
TpaBMe, Aeopmaruu 4@
KOHEYHOCTEH, royOble e d
CKJIEPBI 7143, «THTAPHbIE +—%
3yOBD», TPEYTONBHOE JIHII0, et ‘
«pPBIOBU TTO3BOHKMY. 4R ,
Pentrenomornuecku -4
BBISIBIIIETCS UCTOHYEHHUE il
KOCTEM.
Tun naciaenopanusi: AJl Eliii T TR

[MonyassuuoHHAas YacTora —
7,2 :10 000




CHUHAPOM KPY30H
(YepenmHo-JIuIEeBOM TU30

= Cunapom Kpy3ona — nedexr reHa kacnasb
Briepsrie onncan B 1912 1o

= KianmHuYeckHe MPpU3HAKM: BBHICTYIIAIOIINE TIT
TUIIEPTENOpU3M, Kocornasue, 3k30(TanbM, KOp
BEepXHsIA T'y0a, TUIOTIIa3HUs BEPXHEH YEIIOCTH,
nedopmaius yepena (paHHee 3apallicHue IIIBOB
MHOT/Ia pacIeIMHa s3bIKa U He0a, aTpe3usi CIyXo
IIPOX0/ia, IIIyX0Ta ¥ YMCTBEHHAS OTCTaJIOCTh.

= Tun HacjaenoBanusa: AJl

= IlomyJassumoHHas yacToTa — HEU3BECTHA (10
HEeKOTOpBIM JaHHbIM 1 : 35 000 - 50 000)

CuHgpowm KpysoHa. MaTb 1 CblIH.



TITNEPTPUXO3 («JTFOIM — BO

=  KuuMHHYeCKHe NPU3HAKHU: YPE3MEPHBIM POCT BOJIOC HA BCEX U
KpoMe J1afoHen U nonows. Co CpeaHuX BEKOB 3apETrUCTPUPOBAH
CJIy4aeB KOHICHUTAJIbHOIO TUIIEPTUPXO03a. pyrux OTKIOHEHUU B
HET. JIoKanbHBIA THIIEPTPUX03 MOXKET OTMEYATHCS IPU HAPYLIEHHU
BEIECTB.

= Tun Haciaenoanusi: A/l. IlonyJasinuoHHAst YaCTOTA HEU3BECTHA.
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AWOCOMHO-WWCCMGHM@ Yorooeisee Goneny

MyTaHTHBIN I'€H MPOSBISICTCS TOJIBKO B TOMO3UTOTHO
COCTOSIHUH, & T€TEPO3UTOTHOE COCTOSIHUE -, TaK Ha3bl
«HOCHUTEIIb

BoJibHBIE MAJIBYUKH U JIEBOYKHU POXKJIAIOTCS C OJUHAKO
4acCTOTOM.

BeposTHOCTh poXKIeHHST 00JIbHOIO pEOCHKA COCTABIISIECT
PoauTenu O0BHBIX JIeTEH (PEHOTUITMYECKA MOTYT OBITh
3JI0POBBI, HO SIBJISIFOTCS T€TEPO3UTOTHBIMU HOCUTEISIMU
MYTaHTHOI'O I'eHa

AyTOCOMHO-PEILIECCUBHBIN THUIT HACJICAOBaHUs 0ojee
XapaKTepeH JJisl 3a00eBaHMM, IPU KOTOPHIX HapyIlleHa
(PYHKLMS OJTHOTO MJIM HECKOJIbKUX (DEPMEHTOB, — TaK
Ha3bIBa€MbIl (pepMEHTOIATHH.



PACILEJIMHA

=  KuunHHYecKHe NPU3HAKHU:
paciieiarHa ryosl/Heoa,
MUKpoIehanus, IUpoKas
MEPEHOCUIIA, YACTO SIUKAHT U
TEJIOpU3M, Je(OopMalINU TTEPBBIX
MAIBIEB KUCTEH, HCKPUBIICHUE
HOCOBOM MEPETOPOAKU U
aHOMaJIuU 3y0O0B.

= Tun "HaciaenoBanusa: AP

= TlomyasinuuonHas yacrora — 1 :
1000




YEPEI B ®OPME TPUJIUCT

=  KuuHHYecKHe nmpu3Ha
xapakrepHas dhopma yep
(BO3HMKAET BCIICACTBUE
BHYTPUYTPOOHOIO 3apacT
IIBOB) 1 JIMIIA, BEICOKUU JI
I1TO3, KJIFOBOBUIHBIM HOC,
AHTHMOHTOJIOUIHBIN pa3pe3
YacTto BcTpedaeTcst B coueTa
JIPYyTUMH aHOMAaJIHSIMH.

= Tun HacjenoBanusi: AP

= TlomyJasiuuoOHHAsA 4aCTOTA
HEU3BECTHA




OEHUWJIKETOHYPUA

=  (MeHWJIKeTOHYPHUSA — O00JIe3Hb
aMUHOKHCJIOTHOro oomena. Onucana B 1934 1.
A. ®enunrom. IlaTonorus ces3ana c
HEJIOCTAaTOYHOCTHIO MIEYEHOUYHOTO (hepMEHTa
(b eHmIaIaHMHTUAPOKCHIIA3hl, UYTO HApyIIaeT
npeBpalieHrie GeHuIaTaHiHa B THPO3UH
(mapymraercst GOpMHUPOBAHNE MUEITHHOBBIX
ob6osouek Bokpyr akconoB [[HC).

=~  KuMHUYeckue NpU3HAKHU: MMOBBIIICHHAA
BO30yTMMOCTh ¥ TOHYC MBIIIILI, TPEMOP,
AMUIENTUPOPMHBIEC PUTATKU, «MBIITUHBIN
3amnax, yMCTBEHHAs] OTCTANIOCTh, CHUKEHUE
oOpa3zoBaHus MenaHuHa. Panusia npodunakTrka
Y JICYHCHHUE — UCKYCCTBEHHAs JIUETA.

Tun Haciaegopanus: AP
Honyasiumonnast yacrora - 1 : 10000

Cnabas nurmeHT
pagy>Kku rnasa
cTeneHb Or




MYKOITOJIUCAXAPUJ]

Cunapom Mopkuo onuca

Kananyeckue npusHaKku:
OTCTaBaHHUE B pocTe, aehop
MO3BOHOYHUKA U TPYAUHBI,

nedopmariys KOJIEHHBIX CyCTa
KOpOTKas 1es U runepTpodus
HWOKHEN YacTH JIMIA, OOJIBIION
KUBOT. CMEPTH Halle OT cep/iey
naronoruu 1o 20 Jer.

Tun nacjaenopauus: AP

[MonmyassuOHHAA YaCTOTA
HEU3BECTHA



Hxmuo3

NxTHO03 (rpey. - ppida) —
HACJIEICTBEHHBIU
AEepMaro3,
XapaKTEPU3Y IO CS
HApPYIICHUEM OPOTOBECHHUHS,
IIPOSIBIISIETCS
00pa3oBaHUEM Ha KOXKE
YEIyEeK, HAITOMHHAOIIMNX
PHIOBH.

Tun Haciaenosanus: AP

[lonynsanuonHas yactora
HEU3BECTHA




IIpozepus

IIporepus (rpe4. progeros
NpeKIeBPEeMEHHO
COCTAPUBILNUUCH) —
[IaTOJIOTUYECKOE COCTOSTHHUE,
XapaKTepU3yrolieecs
KOMILJIEKCOM U3MEHEHUU
KOXXH1, BHYTPEHHUX OPTaHOB,
00y CIIOBJICHHBIX
[PEXAECBPEMEHHBIM
CTapEHUEM OpraHU3Ma.

Tun naciaenopanusa: AP

IHonyIAuMOHHAA YACTOTA
HEU3BECTHA




3. XPOMOCOMHBIE bOJIE3

KAPUNOTUIN '-IE.I'IOBEKA?
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XPOMOCOMHbIE 3a60/1EB3
CBA3aHbl C aHOMA/IMSAMM Y
MU CTPYKTYPbl XPOMOCOM.

[NnAa HUX XapaKTepHOo: MaJlb
POCT U BEC NpU POXKAEHUMU;
YyepenHo-/mueBble AUCMOpd
YMCTBEHHaA OTCTa/10CTb;
MHOIOCUCTEMHbIE MOpaXKeHUA.

TonbKo 3-5% HacnepyroTcA.



[ eHepaTuBHble MyTaLUUH

- XXY; XYY- cuHapom KnamHodenbTtepa. ( IMWLIHAA
XY MYXUYMH - XXY)

= XO- cmHapoMm LlepweBckoro- TepHepa.
(HexBaTKa X y XeHWwMH - XO)

AyTOCOMHbI@ MyTaL MU
= CuHapom lMaTay (Tprcomma 13- XXX)
= CuHgpoMm daBapaca(tpucomma 18-XXX)
- CuHgpoMm JlayHa (Tpucommna 21-XXX)




CUHJIPOM JAYHA (TPUCO

Ommcan B 1866 .

Kiannuyeckue npus
YMCTBE€HHAs OTCTAJIOC
JIMII0, MOHTOJIOM]T -HbIN
OTKPBITBIN POT, Opaxuile
KOPOT- KM€ KOHEYHOCTH,
Has JIAJJIOHHAS CKJIAJIKA, T
cepaua u Karapakra. dact
POXJICHUA TAKUX JIETEU 3aB
BO3pacTa MaTepHu.

Tun HacJieq0BaHUS: TPUCOM

HHonyasinuoOHHAA YacTOTA
- 1000




CUHJIPOM ITATAY (TPUCOMI

= Ommcadg B 1961 1.

=  KinHHYecKHe NPU3HAKU:
MUKpoIedanus, pacienie- Hue
ryObl U HEOA, TTOTUIAKTHIINS, Y3Kas
I71a3Has MIEJb, SIUKAHT, IOPOKU
BHYTPEHHUX OPraHOB, TUIIOIIA3US
HAPY>HBIX MOJIOBBIX OPraHoB; 95%
yMUPArOT 10 1 roxaa.

=~  Tunm HacjienoBaHUA: TUPUCOMMUS
13

IHonmyasimuoHHast yacrora - 1 :
7500




CHUHJIPOM KJIAUH®EJIBTEPA (4

~ Omnmucan B 1942 1.

= KimHu4Yeckne NpU3HAKM: BHICOKUI POCT,
XPYHKOE TEIOCIOKECHUE, TUIIOIIIa3Usl SMYEK,
UMIIOTEHIMS U OecIiioare, Ha0yXaHue MOJOYHBIX
KeJie3, UPOKUHN Ta3, MonepeuHas JiaJoHHas
CKJIaJIKa, Y B3POCIIBIX HAOMIOJAETCS OKUPEHHUE U
CKJIOHHOCTD K aJIKOTOJIM3MY, HE3HAUUTEIIbHOE
CHIDKCHHE YMCTBEHHOI'O Pa3BUTHSI.

= Tun HacjaenoBanus: XXY CHUHIPOM

= Tlomynsiuuonnas yacrora — 1 : 1000 mansunkoB

Puc, 5.15. Cungpom Knanucentepa. Buicx
KMIA POCT, FMMEKOMACTUR, XKEHCKUA TUN OBOMN
COHMA Ha nobxe




CUHJIPOM HIEPEHIEBCKOTO-T
(XO —-CUHJIPOM)

Puc. 5.17. leBouka ¢ cuHgpomom Lliepe-
wesckoro—-TépHepa. LllenHbie Kpbinosua-
Hble CKNafku, LWUPOKO PacnofioXeHHbIe U
HEeAOPAa3BUTBLIE COCKU MOJSNOYHbLIX Xeneas.

Kinvnuyeckue nNpusHaKu:
pOCT, IEPBUYHAS aMEHOPES,
Oecruionue, CTEPThie BTOPUYUH
MOJIOBBIE MPU3HAKH, KPBIJIOBH
KO’KHBIE CKJIAJKU Ha IIee, BPO
MOPOKH CEPAIA, TUIOTIIA3US HO
CHUKEHUE OCTPOTHI 3PEHUS U CII
NoIepeyYHas JaJOHHAs CKIa -Ka,
HE3HAYUTEIIbHOE CHUKCHUE
YMCTBEHHOTO Pa3BUTHSI.

Tun HacjaeaoBaHUus: MOHOCOMHUS
XPOMOCOMBI.

HonyasiumoHHast YacTora — 2 :
000



CUHJAPOM KOIIAYBEIO KP
(MOHOCOMMHI 5p)

=  Ommcadg B 1963 1.

=  KuuMHn4YecKkue nNpu3sHaKu
HEOOBIYHBIN IIJ1a4,
HAITOMUHAIOIIUUN KOIIaube
MslyKaHb€, MUKpoliedausl,
AHTUMOHTOJIOUIHBIU Pa3pe3 T.
YMCTBEHHAsI OTCTAJIOCTb,
JTYHOIIOOOpa3HOE JIUIIO0, KA
TUTIEPTEIIOPU3M, AHOMAJTUH
BHYTPEHHUX OPraHOB. YMUPAIOT
yamie 10 10 merHero Bo3pact

= Tum HacJieg0BaHUsI: MOHOCO
SPp
= TlonyJsIMOHHAS YaCTOT




Cunapom TpucoMuu 9p

Kiauauyeckue nNnpu3HaKk
YMCTBEHHAasl OTCTaJI0CTh, 3
pocTta, MUKpoOpaxuiie-ha
AHTUMOHTOJIOUIHBIN pa3pes
ITyOOKO MOCaKCHHBIC T1a3a
(aHO0(DTANIBM), TUTIEPTEIIOPU3
KOCOIJIa31€, THIOIIa31s HOT'T
CUHIAKTHIIHS, BPOXKICHHBIC T10
BHYTPCHHHMX OPTaHOB.

Tun HacjaeaoBaHus — YyaCTUUYHA
TpucomMus 9 p.

IHonyJasinuoHHAsE YacTOTA —
HEU3BECTHA.




5 Momeesni Gonesny MY ToMUE)ARMODHULTOHGIE

*3a00J1€BaHUs O0YCIIOBICHBI ITOJUMEPHBIM
XapaKTEPOM B3aUMOJICMCTBHUS TEHOB WU
COUYETAHUEM B3aUMOACHCTBUS HECKOJBKUX T€HOB
(baKTOpPOB cpebl (MYIbTH(PAKTOPHUATBHBIE
3a00JICBaHUS).

» [IoiureHHbIC 00JIE€3HU HE HACIEAYIOTCS I10
3akoHaM MeHnens.

* /17151 OLIEHKU T'€HETUYECKOI0 PUCKA UCTIOIB3YIOT _
os-l.

CIIEIIUAJIbHBIE TAOTHII-T

HEKOTOpPHIE 3JI0KaY€CTBEHHBIC
HOBOOOPA30BaHUS, IOPOKH PA3BUTHS, a TAKKE
npeapacnonokeHHoctb K UbC, caxapHomy
IUa0ETy W aJIKOTOJIM3MY, PacIICIICHUE TYObl U
HeOa, BpOXKICHHBIN BBIBUX OeJipa,

130 pEHNSI, BpOKICHHBIC IOPOKH CEPIA




4. MumoxounopuayibHnsie my

B JHK mutoxonapuin 37 reHoB, OHM Y4acCTBYIOT B

IIpu 3a4aTuu ’MOPHUOH MOJTYyYaeT
CBOM MUTOXOH/APHUM M3 MATEPUHCKOH
SIEeKJIeTKU (OTHOBCKUE THOHYT).




B Kenckon

KOHCYJ/JIbTalluM:

Bcerarh Ha y4eT B HKEHC
KOHCYJIBTAllUU KaK

panblie! bHO — 6-10

PUHATAJIBHBIA CKPUHUHT |
TPpUMECTpPA — TOJIMHA
BOPOTHUKOBOT'O TPOCTPAHCTBA
moaa B 10-13 venens ( HopMma 110 3
MM) U aHaJii3 YPOBHS TOPMOHOB
KPOBH

117-18 Henenb: Y3U 1 ypoBeHb B
kpoBu XI'H n ADII — marema-
TUYECKH PACCUUTHIBACTCS PUCK

c. Hayna, c.OnBapjica ¥ MOpOKOB
HEBpPAJILHOU TPYyOKHU

122-24 genenu: kauectBeHHOE Y3U —
BUIMMbIC aHOMAJIMU Pa3BUTHS T1JIOAA

ohunakmuka

I[OHOJIHI/ITGJII)HO KOHCYJIbTAallUus

I¢eHECTUKA:
— aHaJIN3 Xapakrepa
POACTBEHHBIX CBA3€H, BO3pACcTa POAUTEIIEH, HATTUYUS
OOJIBHEIX JIETEN
— ONPEICIICHUE U3MEHEHU N

B XpOMOCOMHOM ariapare, npeHarajibHas IUarHoCTUKA
— aHaJIN3 AMHUOTUYECKOU JKUIKOCTH

— aHaJIN3 MOKa3arejaeu KpOBU U
MOYHM ISl JUATHOCTUKHU HACJIECICTBEHHBIX O0OJIe3HEN
oOMeHa

Basatne npobol
aMHUNOTNYECKON

XXNOKOCTU /
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