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Llenb ypoka:

* BBIACHUTh IIPUYMHBI W pa3HOOOpa3ue HaCIEACTBEHHBIX
3a00J1€BaHNM, MEpbl MPOQPHUIAKTHKH HX BO3ZHHUKHOBEHHUS W
BO3MOXKHOCTD JICUCHUS.

* (hopMHUpOBaHUE Y OOYYAIOIIUXCS 3HAHUM O 3HAYCHUHU
ICHETUKU IS MEAUIIUHBI;




«YT100BI MO3HATHL HEBUINMOE,

CMOTPHU BHUMATCIIbHO Hd4 BHUJIHNMOC))

IPEBHSIA MYIPOCTH



IKCTIPECC OINPOC KJIACCA

% Korma nosBuiaachk HayKa TeHETHKA?
< Y10 Taxoe reu?

< B 4ém oTiimure XpoMOCOMHOT0O Habopa
MY>K4YMHBI OT XpOMOCOMHOT'O Habopa
YKEHIIIUHBI?

< Yto Takoe reHotu?

» UYro Takoe dheHOTHI?

¢ Kakol nipu3HaK Ha3bIBACTCSI JOMUHAHTHBIM?
Kakoi nmpr3HaK Ha3bIBACTCA PELECCUBHBIM?
I'omo3urora, rerepo3urora’
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MoHoreHHble 3aboneBaHus

MoHoOreHHbIe HACTEACTBEHHBbIE 3200/ IeBAHUS — 3TO HAMOOIEE
IIAPOKasi TpyIna HAcIEACTBEHHBIX 3a0ojeBaHui. B HacTosIee
BpeMss omnucaHo Oomee 4000 BapuaHTOB  MOHOI'€HHBIX
HACJIEICTBEHHBIX OOJIE3HEM.

MoHoreHHble 3a00Ji€BaHUS O0YCIOBIECHBI MYTAIlUSIMHA WU
OTCYTCTBHEM OTACAbHOIO TI'eHa. MyTallud MOTYT 3aXBaThIBaTh
OIIn o0a aJuieds.




bone3Hb PeknuHrxayseHa

D10 3a00JICBaHNE C TC€HETHUYSCKUMHU
MCTOKaMH, XapaKTepu3yrIieecs
pa3BUTHEM MHOXXECTBEHHBIX OITYXOJICH,
Nopa)kKCHUEM KOXKH B BHJIC IISITCH I[BETA
«Ko(e C MOJIOKOM», W PSIJIOM JPYrux
CHUMIITOMOB.

[IpyuyrHBI BOBHUKHOBEHHUS — I€H,
OTBETCTBEHHBIN 3a MPOIYKLHIO OCIIKOB,
MOJIABJIAIOIINX  OMYXOJIEBBIM POCT B
OpTaHHU3ME YEJIOBEKA OTCYTCTBYET.

bone3Hp HUMEET NPOrpecCUupyrom
XapaKkTep U HEU3JIEUMMA.




AnbOVHM3

DTO OTCYTCTBHE IMMIMEHTA- MEJIAaHUHA B
KOJKe, BOJIOcaxX, TKaHsaX 1Iya3a. MHM3-3a
anpOMHU3Ma pa3BUBaeTCs (porododus -
CBETO0OS3Hb, YeJI0BEK He MOYKET
[IEPEHOCUTh SPKUU CBET M BBIHYXIECH
HOCUTh  TEMHbIE  OYKHU.  B0O3MOXHO
OKJCHHE peOCHKa — albOMHOCAa OT
310POBBIX POJIUTEIIEH. Yactora B
nonyJsiruu 1:20000.

JTa HacjeACTBEHHasT aHOMaJUd  HeE
cuutaeTrcd 3a0oJieBaHWEM B  ITOJHOM
CMBICJIE DJTOrO CJIOBa M JICUEHUIO HE
OIS KUT.



AnbOVHM3




NMonunpakTunusa

HaspiBaeTcss ogHa W3 BPOXKIECHHBIX
AHOMAJIMM  PA3BUTHUA, NPOSBIAIONIASACA
YBEJIIMUEHUEM  KOJIMYECTBA  IAJIBIIEB.
YacTtora BCTPEYAEMOCTUA B UYEIOBECUECKOU

\ IOMYJISIIUMKA ~ cocTaBiisieT |  ciydan Ha

600-3500 HOBOpOXIECHHBIX. [71aBHaA

IIpUYNHA TOU IIaTOJIOTUH —
HACJICACTBEHHBIN  JE(PEKT.  YUEHbIMU
YCTAHOBJICHO, 4TO OTUIAKTUIIUSA

nepeaacTcs 1Mo HACIEICTRY.

EnuHcTBEeHHBI cOoco0 JieueHusd
MMOJUIAKTINN — XUPyprudecKas
omnepanus



NMonunpakTunusa
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CuHapom Tpuyepa KonnuHsa

Yacrora 1 cnywam wHa S50 000
OBOPOXJIEHHBIX. MOXHO CKa3arb, 4TO 3TO
A00JICBAHUE yKE 3aJI05)KEHO B
CHETUYECKUU KOjA Oyayliero peOcHKa u
QUMHACT PACKPBIBATHCS 3aJI0JIT0 JI0 €ro
OXKICHUSL.

Tak kak cuHzapom Tpuuepa KosmH3za
SABJISICTCA 3a00JICBAHHMEM BPOXKICHHBIM TO
JICYCHUS, HATPABJICHHOIO HEMOCPEICTBEHHO
Ha YCTpaHECHHE ITOr0 T'€HHOIO JAc(eKTa He
CYILIECTBYET.



CuHapom Tpuyepa Konnvu-l3a
g |

3.
”»*




[NanbTOHU3M

YactuuHasd 1BETOBasA CJEIOTA.
aCIIpOCTPAHSIETCS  4Yalle  BCEro  Ha
KpPAaCHbIM M 3€JeHbIM 1BeTa. CHEMIEHHOE C
[10JIOM PELIECCUBHOE HACJIEOBaHUE.
boneror m1aBHBIM 00pa3zoM MY>KYMHBI.
€pelnacTcsi OT MaTrepUu K ChIHOBBSIM.
aCCTPOUCTBO [IBETOBOT'O 3peHUsA
BBIABJISIFOT TIPU  MOMOIIM  CIEHUATIbHBIX
TaOJMIlT WJIA CIHEKTPAJbHBIX IIPHOOPOB.
J1aIbTOHU3M JICYEHUIO HE MOIJICHKHUT.




- .
Buonorus. Yenosek 1 ero 30opoBbe




NTorn tTecta

MHorve nwogu C HapylleHUMEM LBETOBOCMPUATUSA He
yBUAOAT Ha 1 nsobpaxeHmum 4mcno 83

ITrogn ¢ npoTaHonueu (He pasnu4yatoT KpacHbIW LIBET)
Ha 2 nsobpaxeHun He yBuaaT ymicna 37

INtogn c pentaHonuen (crienota Ha 3eneHbIN LUBET) Ha
3 nsobpaxeHunn He yBuasaT umcna 49 (nubo 44)

Jlogn c TpuTaHonuen (OTCYTCTBME LIBETOBbIX
\IEHNW B CUHE-(PNOIETOBON YacTu CreKkTpa)

n3006pakeHnn He yBMOAT Ymcna 56



NXTNo3

XTHO3 MNPUBOAUT K UYPE3MEPHOMY
CIYIICHUIO KOXH, KOTOPOE€ BHEIIIHE
allOMHUHAaeT PHIOHYIO uYelyr (om epeu.
chthys — «pwlbay). TsKECTh CUMITOMOB
XTHO3a MOXKET CHJIbHO BapbHUpOBaThCs. B
DCHOBE JIAaHHOIO  3a00JC€BaHUSA  JICKUT
ype3MepHas BbIpA0OTKa KeparuHa (0Oenok
KOXKM) H3-3a TEHETUYECKOM MYyTalluH.

Cienyromue METOJbI JICUECHUSI MXTUO03a:
KOPPEKIHS TOPMOHAJILHOTO (DOHA,

IIpenaparbl MECTHOI'O AECHUCTBUS,

BUTAMUHOTEPAIIHUA.







XpoMoOCOMHbIe 3a0oneBaHuUs

DTO HacCJIEACTBCHHbIC 3a00JICBaHUS, KOTOPHIE
OOyCIIOBJICHBI ~ T'€HOMHBIMM  (M3MEHEHHME  YHClIa
X]
X]

DOMOCOM) U XPOMOCOMHBIMH (M3MEHEHHUE CTPYKTYPHI
DOMOCOM) MYTaLUSIMH. XPOMOCOMHEBIE OOJIE3HH, KaK
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DABUJIO, HC IICPCIAOTCA ITIOTOMCTBY.
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CuvHppom [layHa

KJIMHAYECKYI0 KapTUHY CHHApOMA
BIEPBBIE B 1866 TI. omnmcall aHNIMUCKHUU
Bpau JI. Jlayn. B 1959 r. dpanmy3ckuii
yueHeii WM. JlexxeH  oOHapyxui1 B
KapHUOTHUIIE OOJBHBIX JIMIIHIO XPOMOCOMY
21. Yacrora 1:1100, a B HEKOTOPBIX
pernoHax — 1:700-1:300 HOBOPOXKIECHHBIX.
Puck poxaeHus a1eTer ¢ CUHHIpoMoM JlayHa
BO3pacTacT C BO3pacToM Marepu. bojie3Hb
HEU3JICUNMA.



CunHpgpom [layHa




CuHapom LlepeweBckoro-TepHepa

urnersyndromepi

Kapnorum 45, X0.B knerkax
OTCYTCTBYIOT TEJIbIIA MOJOBOIO XpOMATHHA.
Yacrora 1:2000-1:5000. Cuaapom onucaiu
pycckuii Bpau M.A. IllepemeBckuii (1925)
u " Tepnaep (1938).

KiIMHUYEeCKHe JIUarHOCTUYECKHUE
IPU3HAKU: HU3KUH POCT, KOPOTKas Ies C
JaTepalibHbIMUA  CKJIQAKAMM KOXH  (IIes
c(uHKca), HU3Kas TpaHUIla POCTa BOJIOC Ha
3aThUIKE, IpyAHas KJIETKa IUTOOOpa3HOU
(dbopMEI, OecIuioaue.




CMHp,pOM I.I.IepeLuechoro-epHepa
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Cungpom KnanHdenbsrepa

Cungapom KnaiiHdenbsrepa — reHETUYECKOE
3a00JICBaHHUE, XapaKTEPU3YIOIICeCs HaIUuYueM
JOTIOJTHUTEILHOU YKEHCKOU MOJIOBOU
xpomocombl X. Kapuorun 47, XXYV. Hacrora
1:4000. CuHOpOM HWArHOCTUPYETCS JIAIIb Y
JIMI, MYKCKOTO I10JIa MPEUMYIIECTBEHHO MpPH
-‘31"".}-. IIOJIOBOM CO3PCBaHMM.
g KinrnHnyeckue Mpu3HaKU: BBICOKHUM POCT,
JJIAHHBIE KOHEYHOCTH, €BHYXOUIW3M,
YBEJIMYCHUSI MOJIOYHBIX JKEJIE3, HEIOPA3ZBUTHUE
ITOJIOBBIX JXeJie3. He mopmaercs JieueHuto.




CuHapom KnanHdenbtepa




CuHgpowm lNaTay

YacTora poxIcHUS NETEU C CUHIPOMOM
[Taray cocraBager 1:7000-10000. OcroBOM
11 pa3BuUTHA CcUHIApoma llaray ciyxut
IIPUCYTCTBUE B KAPUOTHIIE JTOTOJIHUTEILHON
13-o04 XpOMOCOMBI. Cungpom  Ilaray
COITPOBOXKIACTCSA (hopMUpPOBaAHUEM
MHO>XXECTBEHHBIX TSDKEJIBIX ITOPOKOB, HEPEIKO
OPUBOMAIIMX K BHYTPUYTPOOHOM ruOenu
mwiona. He neuurcs.



CuHgpowm lNaTay




MynbTudgakTopHblie HacrieaACTBeHHbIe
3aboneBaHusA

MynbTu(akTOpHbIEe 3a00JC€BaHUS - WA OOJIE3HHU C
HACJICACTBCHHBIM  MOPEApPACIOIOKECHHUEM. JTa  IpyHIa
00JIE3HEW OTJIMYAETCSd OT TeHHBIX OO0JE3HEH TeM, 4YTO i
CBOCTO MPOSBICHHUS HYXXKJAeTCd B JACUCTBUM (haxmopos
GHewHel cpedvl. ITU 3a00JC€BaHUS BCTPEUAIOTCS HamOoiee
4acTo M COCTaBIISIIOT 92% OT 00I1ero Yynciaa HaclIeACTBEHHbBIX




MyabsTH(PaAKTOPHBIE
HaCJIeACTBEHHbIE 3200/ 1eBaHUSA

e CaxapHbli q1uadeT
e Henpo3nl
e I'unmepronnyeckasi 00J1€3Hb
e AJuiepruyeckue 3a00j1eBaHUs
e llIn3oppenus

e Ilomarpa
= ¢ llpeapacnojio:keHHOCTh K AJIKOI0JIU3MY
| o MmeMnyeckasi 60J1e3Hb CepALa

e Jlerounnie 3a00,ieBaHUS
) 4 o PeBMaTu3m
—~7 e bpoHxuajbHas acTMa

4 e DJnujencus
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~_ DaKTOopBI,BHI3HIBAIOIIHEBO3HUKHO
' ' HACJIeICTBCHHBIX 3200/ICBAHUN

OU3SNYECKUNE XNUMHNYECKHUE
- ®AKTOPBI OAKTOPDI

IecTmipyinl
IneBsre

T00aBKH

JlekapcTBeHHbIE
Ipernaparbl

Opranmueckue

* paaIys
* ViibTpaduosieToBoe
H3JIy4eHMe

* Hommupyiouiee

pacTBOpPHUTE N
Hurparsr |
IpoxyxThI
nepepadoTKu
HedpTH

N3 Iy1ICHME




IlpohunakTuka HaACJIAEACTBEHHBIX
0oJ1e3HeH

0 Meauko-reHeTHIeCKoe KOHCYJITUPOBAHUE pH
OEpPEMEHHOCTH B BO3pacTe 35 JIeT U CTapIIIe

[l Hammuum HacHEACTBEHHBIX 00JE3HEH B POAOCIOBHOM
1 HcknroueHne poJICTBEHHBIX OpaKoB.




3afavya Bpavya-KOHCYINnbTaHTa

¢ CoOparb gJaHHBIE 0 3a00JICBAHUAX B CEMBSIX POIAUTEIEU
¢ TIPOBECTU F€HHOJIMATHOCTHUKY

* IIPEIOCTABUTH MHOOPMALIHIO 0 BO3MOKHBIX
FCHETUYECKUX HAPYILICHUSIX

¢ MPOBECTH JIOPOJOBYIO TUATHOCTUKY
IIOMOYb B BHIOOpPE JICUCHHUS, €CIIM OHO HEOOXOAUMO.




3agaHus

TeMmbl 1151 HanucaHud pedeparos
1. «MyTareHsl aHTPOIIOTEHHOTO MTPOUCXOXKIACHUS

2. «JlocTrkeHHsT W TIEPCHEKTUBBI  PA3BUTUA  MEIUIIAHCKOU
TEHETUKN

3. «l'eHHas Tepamus»




