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HacJieancrBeHHbie 00J1€3HU:
» Knaccuukanms

e MoHOTreHHbIE OOJIE3HU
* XpOMOCOMHEIE 00JIC3HU
e [TomureHurie 00JIE3HU

* DAKTOPHI pUCKAa BOBHUKHOBEHMS
HACJICJICTBEHHEBIX 3a00JIEBAHNN

* [IpodunakTrka U JICYCHUE
HACJIEACTBEHHBIX O0JIE3HEH

fppt.info



HacneAacTBeHHble DoONEe3HK

e HaciiencrBeHunie 001€3HU — 3200/1eBAHUA
YyeJ10BeKa, 00yCJI0BJICHHbIE XPOMOCOMHBIMHU H
reHHbIMUA MYTaIMAMMH.

Hepeako omm004YH0 TEPMUHBI
«HACJEeACTBEHHAasA 00JIe3Hb» H
«BpOK/JIeHHAasA 00J1€3Hb)
yHnoTpedJasilOTCH KAK CHHOHUMBbI,
0/ITHAKO BPOXKJACHHBIMH 00J1e3HAMHU
HA3BIBAIOT Te 3200/1eBaHUS1, KOTOPbIE
UMEIOTCH yKe NPU POXK/ICHUM pedeHKa
U MOTYT ObITH 00YCJIOBJICHBI KaK
HACJICICTBEHHBIMHU, TAK U
IK30Ir¢eHHbIMH (PAKTOpPAMMU.

fppt.info



AR BECTELeTRCARON Goneone

HACJ/IEACTBEHHDBIE BOJIE3HU

oo o

JTOMHUHAHTHBIE I'CHOMHBIC MYTallUHN

AyTOCOMHO- XPOMOCOMHBIE
PECUHCCCUBHbLIC MyTaunn

@

‘;\.‘ §~
A
)
‘ 't‘wvw.fppt.info

QKHBIC C IMoJIOM
‘/



* OOyCI0OBICHBI MyTalASIMU UJIH OTCYTCTBUEM
OTJICJILHBIX T€HOB M HACJIEAYIOTCA B IIOJIHOM
COOTBETCTBHUU C 3aKOHAMH MeH e
(ayTOCOMHO€ HMJIH CLECIJICHHOE ¢ X-
XPOMOCOMOM HACJIENOBAHUE, TIOMUHAHTHOE
WJIA PELIECCUBHOE).

« MyTaluu MOTI'yT 3aXBaThIBaTh KaK OJWH, TaK U
00a ayels.
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. LAmocot e

B 0CHOBE JI€KUT HAPYIIEHUE CUHTE3a
CTPYKTYPHBIX OCJIKOB WJIM O€JIKOB, BBIIOIHSIFOIIUX
crienu(puIecKue QyHKIUH (HaIpuMep,
reMOIIO0OMHA)

JIeWCTBUE MYTAHTHOI'O T€HA MPOSBISIETCS
MIPAKTUYECKU BCETIA

bonbHBIE MATTBYUKA YU JEBOYKH POXKIAKOTCS C
OJIUHAKOBOU YaCTOTOM.

* BeposaTHOCTB pa3BUTHS 00JE€3HU B IIOTOMCTBE
cocranigeT 50%.
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< Cunapom Mopiara

Hacnencteennoe 3a0oneBanue
COCIMHUTEIBHON TKAHHU ,
IPOSIBIISIIONICECS M3BMEHEHUSIMU CKEJIETA:
BBICOKMM POCTOM C OTHOCHUTEIBHO
KOPOTKHUM TYJIOBHUILIEM , JJIMHHBIMU
ayKoOOpa3HbIMHU TaJIbLIaMH
(apaxHOHAKTUIINS ), Pa300ITAHHOCTHIO
CYyCTaBOB , YaCTO CKOJIMO30M , KH(PO30M ,
aeopMausIMu rpyIHOM KICTKH ,
apKoOOpa3HbIM HEOOM . XapaKTEPHBI
TAKXKE MOPAXKEHMS TJ1a3 . B cBs3U ¢
AHOMAJIUSIMU CEPJICUHO-COCYAUCTOU
CHUCTEMBI CPEJIHSIS TPOAOTAKUTEIBHOCTD
KW3HW COKpaIIlCHA.
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ApaxHOTAKTHIUS

BrICOKHI1 BRIOPOC aJpeHAIMHA ,
XapaKTEPHBIN 1151 3a00JICBaHuS,
CIIOCOOCTBYET HE TOJIBKO
PA3BUTHIO CEPACUYHO-COCYAUCTBIX
OCJIOKHEHUU, HO U TOSIBJICHUIO Y
HEKOTOPHIX JIMI] 0COO0# CHUJIbI
IyXa U YMCTBEHHOU
ogapeHHOCTU. CII0CcOOBI JJeUeHMS
Heu3BeCTHBI. CYMTAIOT, 4TO €10
oonenu Ilaranuau, AHAEpCEH,
YyKOBCKHUM.
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23 BAOcOmO-JeLeceiHbe Gonesh

MYTaHTHBIfI I'CH IIPOABJEACTCA TOJIBKO B TOMO3HUI'OTHOM
COCTOAHHNUN.

boJbHBIE MAJIBYMKU U J€BOYKH POKIAAKOTCSA C OJJMHAKOBOU
qaCTOTOM.

BepoaTHOCTh poxkIeHHsT 00JIBHOIO peOCHKA COCTABIISCT
25%.

Poautenn OONBHBIX JeTeW (PEHOTUITNYECKH MOTYT OBITh
3I0POBBI, HO SIBJISIOTCS T€TEPO3UTOTHBIMH HOCUTEISIMHU
MYTAHTHOTI'O I'€Ha

AyTOCOMHO-PEIIECCUBHBINA THUI HACJEI0BaHUS OoJjiee
XapaKTEPEH 1 3a00JI€BaHUI, ITPU KOTOPHIX HAPYIICHA
(OYHKIMSI OQHOTO MJIM HECKOIBKUX (DEPMEHTOB, — TaK
Ha3bIBACMBbIN (hepmenmonamuii
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* deHUIKETORYPUA
* Mukpouedanus
e IXTHO3 (HE CLEIUICHHBIN C IIOJIOM)

* IIporepus




Mukpouedanud
3Ha4YnTeNbHOE YMeHbLLEeHMe pa3MepoB Yepena u,
COOTBETCTBEHHO, MONTIOBHOIO Mo3ra npu
HOpManbHbLIX pasMmepax gpyrux 4Yacten tena.
Mukpouedanua conpoBoXxgaeTcd YMCTBEHHOM
He4OCTaTOYHOCTbIO — OT He Pe3Ko
BblpaXX€HHON MMBEeLMNBHOCTN 40 UONOTUMN.

BcTpeyaetcsa peako, B cpegHem B 1 crnydyae Ha 6—38
TbICAY POXOEHUN

Hopmanuubiin pasmep ronoent Muxkpouedanns
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NMnporenmsa

e Ilporepus (rpey. progeros

MPEKJICBPEMEHHO COCTAPUBIIAMCS )
— MaTOJIOTUYECKOE COCTOSIHHUE,
XapaKTEepU3YIOIIEECsT KOMIJIEKCOM
M3MEHECHUU KOXXKH, BHYTPEHHHUX
OpraHoB, 00YyCJIOBJICHHBIX

g w PEKAECBPEMEHHBIM CTApECHUEM

- opranm3ma. OCHOBHBIMH (hOpMaMH

" ABJAETCSA IETCKAs MPOrepus

~ (cuagpoM I eTunHCOHA

" (XagunHcoHa) — Tundopaa) u

porepusi B3poCibIX (CUH

Bepnepa).
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Iporepus
S Hayan cTapeTh, )KU3Hb U TaK KOPOTKA.
Y MHOTHX JItOJIEH OHA, KaK peKa —
Hecercs Kyna-To B MaHSIIYIO 1aJib,
Jlapyst TO pagocTh, TO CKOpOb, TO MEYab.

Most sxe oj1o0Ha cKajie ¢ BOAOIa0M,
Yto nmagaet ¢ HeOa cepeOPSHBIM I'PAJIOM;
Tol kane, KOTOpoi CEKyH/Ia 1aHa,
JIutb yTOOBI Pa30UTHCS O KAMHHM Y JIHA.
Ho 3aBuUCTH HET K MOT'y4Y€EH PEKE,

YTO POBHO TEUET MO TPONE HA MECKE.
VYnen ux oauH, — 3aKOHYUB CKUTAHbS,
[Tokoit 0OpecTn B MOPSIX COCTPaTaHbA.

[IycTh BEK MO HE JI0JI0T, CyIbOBI HE OOIOCH,
Benp, B ap npeBparsich, BHOBb K HEOy BEPHYCh.

29 cenmsabpsa 2000 2ooa
buviukoe Anexcanop




MXTMO3

HxTHo3 (rped. - ppidoa) —
HACJICJICTBEHHBIN A€PMATO3,
XapaKTEPU3YIOIIANCS

1 Py3HBIM HApYIIEHUEM
OPOTrOBEHHS MO TUITY
TUIIEPKEPATO3a, IPOSBIISICTCS
00pa30BaHUEM Ha KOXKE
YEITyeK, HAITOMHAHAIOIINX
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* MbIlICYHAA AUCTPO(Puda TUna /lromenna,
remopuaum A u B, cunapoma Jlemna —
Haiixana, 0ojie3uu I'yHTepa, 00/1€3HH
®adpu (perecCUMBHOE HACIIEAOBAHUE,
CLEIUIEHHOE ¢ X XPOMOCOMOM )

* dochar-quader (IOMUHAHTHOE
HacJICAOBAaHUE, CHCILUICHHOE C X
XPOMOCOMOM )
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CuHapom Jlewwa-HanxeHa

HacnenctBeHHoOe 3aboneBaHue,
XapakTepusyouleecst yBenm4yeHMemM cuHTe3a
MOYEBOW KNCIOTbI, KOTOPOE BeAET K MOSIBNEHUIO
KaMHEWN B NOYKax U MOYEBOM Ny3bIpe, a TakkKe K
nogarpunyeckomy aptTputy. Kpome Toro, MeHsieTcs u
nosegeHue 4yernoseka. Y Hero HabntogarTcs
HENnpoun3BorbHbIE Cyaoporn pyk. bonbHble YyacTo
rpbI3yT NanbLUbl, rybsl, Npeanneybst U BHYTPEHHIOK
NOBEPXHOCTb LLIEK A0 KPOBU U Jaxe Ao
fcamoamnyTauun, uapanatoT cebe nuuo n obloTcS
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S XpomocomHble Gonesxu

e a2, Bo3HUKAIOT BCIIEACTBUE NU3MEHECHUSA
YHCJla UK CTPYKTYPBI XPOMOCOM.

e 0. [Ipu Kaxx10M 3a00JICBaHUM
HaOJIFOAAECTCS TUIIMYHBIN KapUOTHUI U
(eHoTUIl (HampuMmep, CUHHAPOM JlayHa).

e B. XpOMOCOMHBIEC OOJIE€3HU BCTPEYAKOTCS
3HAYUTEIBHO Yallle MOHOTCHHBIX (6
-10 13 1000 HOBOPOXKICHHBIX ).
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[€éHOMHbIe MYTaLMWA

e cuaapoma lllspemeBckoro-
Tepuepa,
e 0oJse3Hb /layHa (Tpucomus 21),

o cu"Hapome Kinanndgeasrepa (47,
XXY),

* CHHAPOM «ROIIAYBCTO0 KPHUKaA»




O CuHpgpom LepeLueBckoro-
TepHepa

— 3TO NaToNIOrM4YeCKNn nNpouecc,
KOTOPbIN BO3HUKAET B cly4yae
aHOMarsibHOro pas3BuTUA
NOSI0BbIX XPOMOCOM: BMECTO
XX-XpOMOCOM, KOTOpble
NPUCYLLN OPraHn3My >KEHLLNHbI,
€eCTb TONbKO OAHAa, TakUm
obpasom, nony4aetcs
HENoOHbIN KapUOTUIM XPOMOCOM.
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* bonesnp, 00ycnoBieHHAs
AaHOMAJIMEN XPOMOCOMHOIO
HaOopa (M3MEHEHUEM YHCla UIn
CTPYKTYPBbI ayTOCOM), OCHOBHBIMHU
IPOSBICHUSIMU KOTOPOI SIBIISIIOTCS
YMCTBEHHAsI OTCTAIO0CTh,
CBOCOOpa3HbIM BHEIIHUM O0JIUK
OOJILHOTO 1 BPOXKJICHHBIC TOPOKHU
pa3putus. OgHa 3 HauOoJjee
pacopoCTpaHEHHBIX
XPOMOCOMHEIX OOJIE3HEM,
BCTPEYACTCS B CPEITHEM C
gactorou 1 Ha 700
HOBOPOXKICHHBIX.

X e o
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‘ [(jI/IHI[pOM CKKOIIAYbCTI0 KPpHUKA)»

D
MedoBooKIRU

ManeHbKMn BeC Npu PoXXaeHUN U TMNOTOHUA
MbILLILL;

« OTcTaBaHue B 0OLLEM pPa3BUTUW;

* Jlvyo nyHoobpasHoe ¢ paccTaBreHHbIMU
LLIMPOKO rrnasamu;

« Cneuuduyeckuin nnad pedbeHka

[Tnay HanoMnHaeT MAyKaHbe KOLWKK. [MprnynHa
9TOro peHOMeHa 3aKkn4aeTcs B TOM, UYTO Y AeTeN
N3MEHEHa ropTaHb (OHa CYyXeHa, ee XpSLun MArkne,
HaAropTaHHUK YMEHbLUEH, HabrogaeTcs
naTofiormyeckas ckrnagyartocTb B CIIU3UCTOU
0bono4ke) U UMEET MECTO HEAQOPA3BUTUE FOPTaHN.
[1aHHbIN NPpU3HaK yXOoOUT K Hayany BTORQILO rch

XKN3HWN.
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* [lomumo aToro, HabnoaatoTcs
 NOPOKN BPOXOEHHbIE cepaua,
MbILLEYHO-KOCTHOW CUCTEMbI U

~ BHYTPEHHMX OpraHoB, NTo3,
MUKpoLedanusi, rmnepTenopusm
(yBEMUYEHME PACCTOSTHUS MeXAy
aHaTOMU4YeCKMMU 0Bpa3oBaHNAMM
NN e NapHbIMKU opraHamMmmn),
aNUKaHTyC (nonepedHas cknagka us
KOXWN BO BHYTPEHHEM [MAa3HOM yrny,
paspes rnas - aHTUMOHIONTONOHbIN.

CuHOPOM KOLLAYbero Kpuka

} BCTpeYaeTcs C YacToTon
npmnbnuantensHo 1:45000. XeHcknn
non nopaxaetcs B 1,3 pasa vaile
MY>KCKOTO.



AN O et

e OOYC/IOBIIEHBI B3aUMOJCHCTBUEM
OnpeAelICHHBIX KOMOMHALIMH aJlIeae pa3HbIX
JTIOKYCOB M 3K30T'€HHBIX (DAKTOPOB.

e [lomureHHsie OOJIC3HU HE HACICAYIOTCS I10
3akoHaM MeHjes.

* ]I OLIEHKHU T€HETUYECKOIO PUCKa
HCIOJb3YIOT CIICLIMAIbHBIC TA0IUIIbI
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* HEKOTOPbIC 3JI0KAYECTBCHHBIC
HOBOOOpa30BaHU,

* IIOPOKM PA3BUTHUS, a TAKKE
IPEAPACTIONOKEHHOCTh K MbC,
CaxapHOMY AUa0ETy U aJIKOTOJIM3MY,

* paclICIUICHUE I'yObl U HEOa,

* BPOKICHHBIN BBIBUX O€/Ipa,

* MU30(QpeHNs,

* BPOXKJICHHBIC IIOPOKHU CepAlla
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| PacujenvHa ryooi u Heba

Pacienunabl ryobl
1 HeOa
COCTaBIISIOT
86,9% 0T Bcex
BPOKJICHHBIX
ITOPOKOB pPa3BUTHS
auIna

www.volgogm@ad.u




Y dbakTopbl pucka

e dusnueckue GakTopsbl (Pa3JIUIHbIC BU/IbI
MOHU3HUPYIOIICH pagualuu, yabTpahruoIeTOBOE
M3JIyUYCHHUC)

e XumMuuyeckue (paKTopbl (MHCECKTUILIUIEI,
repOUILH LI, HAPKOTUKH, aJIKOTOJIb, HEKOTOPbIC
JICKApPCTBEHHEBIEC IIpEIIaparhl U ApP.BEIICCTBA)

 buosornueckue pakTopbl (BUPYChI OCIIHL,
BETPSIHOM OCIIBI, SIMMUACMHAYECKOTO ITAPOTUTA,
IpUIINa, KOpU, renaTuTa v Jp.)
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7 npomunakTuka

* MeauKO-reHETUYECKOE
KOHCYJIETUPOBAHHUE IIPU OEPEMEHHOCTH
B BO3pacTe 35 JET U CTapllle, HAJTUYUH
HACJICJICTBEHHBIX OOJIC3HEH B
POJOCJIOBHOU

 VICKIrOYEeHHE POJICTBCHHBIX OPAKOB
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* Jluerorepanus

* 3aMECTUTEIIbHAS TEpans

* YiajmeHrne TOKCMYECKUX MPOJYKTOB OOMEHa
BEIIIECTB

* MeaneoMeTOpHOE BO3JCUCTBUE (HA CHHTE3
(epMEHTOB)

* MckiroueHrne HEKOTOPBIX JIEKapCTB
(OapOuTyparoB, Cyiab(aHUIAMUIOB U Jp.)

* XUPYPrAYECKOE JICUECHUE
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[lomaluHee 3agaHue

8§24, p.T. §27 (3a4. 2,4,5)




