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Ilesn ypoka :

CdhopMMnpoBaTh Y y4YalMXCa 3HaHMS O
_"_ HacneaCTBEHHbIX 3ab0s1eBaHUAX
yesioBeka, UX JIeYEHNU U

NpOMUNAKTUKM.




3aja4vn ypoka:

1.00pa3oBaresibHbIe: (GOPMUPOBATH Y O0YHAFOIIMXCS
oO0111ee MPEJACTABICHUE O 3HAYCHUH T'€HETUKHU YEJIOBEKA;
Ha IPpUMEPE HACJICACTBEHHBIX 00JIC3HEH YE€I0BEKA
pPa3BUBATHh U KOHKPETU3UPOBATH 3HAHUS YHAILIUXCS O
BUAAX MyTallAM, UX MOCJEACTBUIX JJI1 OpraHu3MaA.

2.PazBuBaloIlue: pa3BUBaTh YMEHHE IIPeoOpa30BHIBATh
MH(pOPMAIIHIO, TTIOJYUYCHHYIO U3 Pa3HbIX HCTOYHHUKOB,
yMeHHE 000CHOBBIBATH CYKIACHMS, IPUBOIUTH
I0Ka3aTelIbCTBA, BEIACISITH INIAaBHOE U O(POPMIISITH
TaOJIMITY.

3.Bocnurare/ibHbIE: BOCIIUTHIBATH YyBCTBO
OTBETCTBEHHOCTH 32 CBOE 3J0POBbE U 3JI0POBBE
MOTOMCTBA.



ILl1aH ypoka

1. HacieacTBeHHBIE 3a00I€BAHUS.

2. I'ennble 00JIe3HU (AOKJIA] CIICLMAINCTA C
IPE3CHTALUEH ).

3. XpOMOCOMHBIE 00€3HHU (JOKIa, C
IPE3CHTALUEH ).

4. IIpodritakTrika HaCJICACTBEHHBIX
3200JIEBAHUN U MENUKO-TEHETUUECKOE
KOHCYJIbTHUPOBAHUE(JIOKIIA C
IPE3CHTALUCH ).



110 YpOBHIO M3MEHECHUSI
| reHETHYECKOIr0 MaTepraia MyTallMu:

: 4

I'CHHBIC XPOMOCOMHBIC I'CHOMHBIC

Myranuy  ==p HacJieacrseHHble 00J1€3HU

HACJIEACTBEHHBDBIE BOJIE3HM -natonorudeckue
COCTOSIHUSI OpraHu3Ma, 00yCI0BICHHbIE U3MEHEHUSIMU
FEHETUYECKOr0 MaTepualia — MYTaLUsIMHU.

1. 'ennble MmyTanuu  ==mmp  ['eHHbIE 00JI€3HH

2. XpoMoCOMHbI€, T€HOMHbIE MYTAI[HY =) X10MOCOMHbIE
00J1e3HI



I1o xoay ypoka 3amnojiHsieM Ta0JauIy:

HA3BAHHUE XAPAKTEP OCHOBHBIE
3ABOJIEBAHUSA HAPYIIEHUHA CUMIITOMBI

I eHHBbIC MyTALIUUH

CepnioBuaHoO-
KJIETOYHASA AaHEMHUS]

Cunapom Mapdana

I'emouiius

XPpOMOCOMHBIC MYTAIIUH

Cunapom /layna

Cunapom
IlepemeBckoro-
TepHepa

Cunapom
Knaitndeabrepa




[ 'enHbIe 3a00IEBAHUS

| AyrocomHoe HacJIeJ0BaHHUE (eciii MyTaHTHBIN I'eH
B AyTOCOMAaXx)

YTOCOMHO-JIOMMHAHTHOE|| AYTOCOMHO-pelecCuBHOE
HaCJICJOBAaHUC HaAaCJICA0BAHUC
Cunapom Mapdana AJILOMHU3M
[TonmupakTunus DEHUITKETOHY pUs
CepnoBUIHOKIIETOYHAS
e AHCMIZ

1 HaCJ]eHOBaHI/Ie, CICIIJICHHOEC C ITOJIOM (eciiu
MYTaHTHBIN T€H B MTOJOBBIX XPOMOCOMAX )
[ eMod Nt — HECBEPTHIBAEMOCTh KPOBH

J1aJIbTOHN3M — HECITOCOOHOCTBh pa3inyarh INIaBHBIM 00pa3oM
KPACHBINU 1 3€JICHBIN 1IBETA

KopuuHeBas sMalib 3y00B




CepnoBuaHO-KJ/1IeTOYHaA
aHeMus

MyTanus: 3aMeHa TUMHWHA Ha aJICHUH B
11 xpomocome, 94TO BEJET K CUHTE3Y
aHOMaJIbHOM (DOPMBI
reMoryioonHa(ceprnoBUIHOM )

OCHOBHBIC CUMIITOMBI:
aHEMMS1, HApYIICHUS
KpOBOOOpaILEHUS, TOJBEPIKEHHOCTh
MH(DEKIHSIM




CuvHapoMm MapdaHa-

HacneacrBeHHas 6os1e3Hb coeANHUTENIbHOU TKaHMU

MyTarnus: B rene, KOAUPYIOMIEM
CTPYKTYpY Oelika (puOpuiLIvHa
OCHOBHBIE CHMIITOMBbI:

- KuneBugHas rpyaHas b
KJICTKA; ApaxHoaakTums
- CKoJIno3

- IlmockocTonue

KuneBuaHas rpyab

i

KunesuaHas rpyAs™"



http://spina.net.ua/tinyMCE/plugins/filemanager/filez/9011.jpg
http://spina.net.ua/tinyMCE/plugins/filemanager/filez/9011.jpg

SXHaToH, MaraHvHu HacneacrBeHHble 60ne3Hn

N3BecTHble ntoau ¢ cuHaApoMoM MapdaHa

OXHATOH H. lNaraHnHu



I'emopuaus

MyTranus: 3ameHa B X-
XpOMOCOME, BEAYIIAA K
BPOXXICHHOMY OTCYTCTBHIO
dakTopoB cBepThiBanus VIII-ro
nnun IX-ro
HacnenoBanue, cuemieHHOE C
X-XpOMOCOMOHM.

e OcCHOBHBIE CHMIITOMBI:

KPOBb HE CBEPTHIBACTCS
KPOBOMU3JIUAHUA B CYCTaBbl,
MBIl 1 BHYTPEHHHUE OPTaHbl

CycTtaBbl 6051bHOro remocununemn


http://files.rsdn.ru/27834/2_2.JPG
http://files.rsdn.ru/27834/2_2.JPG

Xpomocomubvle Oone3HU

(0omee 700)

\.

> \

HN3MeHeHne YucJIa XPOMOCOM
(reHOMHBIE MYTAaIIMH)

\ J
IlpuunHa: HEPACXOKICHUE
XpPOMOCOM B XOJI€ M€03a.

Cunopom Jlayna (Tprucomms mo 21
Xp.)
Cunopom Ilamay (mamHss 13 xp.)

Cunopom Lllepewescko2o-
Teprepa(PXO0 nmn @ XXX)

Cunopom Knaiinpenomepa (3 XXVY)

-

\_

HN3meHeHnne CTPYKTYPLI
XPOMOCOM
(XpOMOCOMHBIEC MYTAIUH)

Cunopom «kouiaube2o

kpuxay (yTpara
(parmeHTa 5-1 Xp.)




@eHOMHbIe MyTaLumn —
CuHpapomMm [layHa

MyTanusa: TpucomMus 21-xpomMocomMbl
x ‘ )x )ﬁ ‘( OcCHOBHBIE CUMIOITOMBI:
| 5 3 4 5

- IJIOCKOE JIMLIO C PACKOCBIMU IJIa3aMHU
- YKOPOUYEHHUE U PACIIUPEHUE KUCTEU U CTOII
- OTKPBITBIA POT

8 8 x“ i‘ ‘ ‘ 8 3 8% 83 - BBIpaXK€HA 3aJICPIKKA TICUXUYECKOTO U
8 9 e e

B (U3UUECKOT0 Pa3BUTHUS
TR TN . I R LR
Bl b 16

XX XX [ANM Ar (1N




€eHOMHbIe MyTaLun

(nonosble

XPOMOCOMblI)
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CUHAPOM
CuHApom LllepeleBckoro ll/epelueBckoro-
Te i[ey a. 3 TepHepa:
. - LWMpOKas rpyaHas
- OTKJIOHEHUS B TIOBE/ICHUN; .
- TPYIHOCTH B OOyUYECHHUHU. KNETKa,
- KOpOTKasi Lues;

- pocT Hmxe 150cmMm.
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XX

CuH/po
KnanH@disTepa:
- passuTHe no
XKEHCKOMY Tuny;
- becnnoaue,

- YMCTBEHHas
OTCTanoCTb




CuvHpgpowm lNaTtay

Myranusa:
TpucoMus 13-xpomMocombl

OCHOBHbIEC CHMIITOMBI:
-MaJICHbKasl TOJIOBA U TJIa3a,
- HCHOpMaJIbHBIC YU,
pacuIeIUICHHBIE BEpXHA ryda
1 HEODO,

- JIMIITHYE TTTBIIBI HA PyKax
WA HOTrax (MOJIMIAKTHUIINS).




CMHApPOM «Koluaubero
KPpUKa»

MyTauus: yrpara
(parMeHTa 5-i XpOMOCOMBI

OCHOBHBIC CUMIITOMBI: | A
- crienuUYeCKUM 11j1a4, .
HAIIOMUHAIOIINI KOIIaybe % \“ 1
MSAYKaHbE R 5 Q
- YMCTBEHHOE U Noew
(bU3NYECKOE HEIOPA3BUTHE Y,
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IIpuMep 3anmoJTHeHUs TA0JIUIbI:

HA3BAHHUE
3ABOJIEBAHUASA

XAPAKTEP
HAPYIIIEHUN

OCHOBHBIE CUMIITOMBI

I'enHble MyTaIUU

CepnoBHIHO-K/JIETOYHAS AHEMMUS

3aMeHa THMHWHA Ha aJieHuH B 11
XpPOMOCOME

aHeMMsl, HapyIIeHUs KpOBOOOpAIEHUS

Cunapom Mapdana B I'€HE, KOAUPYIOILLEM CTPYKTYpPY | KHIIEBUAHAS IPyIHAs
Oenka puOpHILTHHA KJIETKA; CKOJINO3,IIJIOCKOCTOIHNE
I'emopuius 3aMeHa B X-XpOMOCOME KPOBBb HE CBEPTHIBACTCSI KPOBOU3IIUSIHUSA B
CyCTaBbl, MBIIIIBI U BHYTPCHHHUE OPraHbl
XpoMoCOMHbIE MYTALIMH
Cunjapom Jlayna Tpucomus 21-XxpoMocoMbl IUIOCKOE JIUIO C PACKOCBIMU TJIa3aMu

OTKPBITBIN POT, BBIPAKEHA 3aJI€PKKa
MICUXUYECKOTO M (PU3MUYECKOTO Pa3BUTHS

Cunapom llepemesckoro- A) XXX OTKJIOHEHMS B IIOBEJICHUH; TPYIHOCTH B
Tepuepa oOyueHUH
6) XO 0) mupoKas TpyaHas KJIETKa,
KOpoOTKasl 1mesi; pocT Hike 150cm
Cunapom Kaaiingeasrepa pa3BUTHE 1O )KEHCKOMY THITY; O€CIUIO/HE;
XXY YMCTBEHHAas1 OTCTaJI0CTh




IIpodniaakTuka HACJIEACTBEHHBIX

i 3200 IeBAHUHT

1. 310poBbIN 00pa3 KU3HU OyAYIIUX
POIUTEIIECH.

2. O0OpaleHrue B MEIUKO-TEHETUYECKYIO
KOHCYJIbTAI[AIO

3. IlpenaranbHas (IIpeapoaoBasi)
TAArHOCTHKA



Meanko-reHeTunyeckoe
KOHCY/IbTUPOBaAHME

33)]3‘13: IIPOIrHO3HUPOBAHUC ITOABJICHUA I[CTCﬁ C HACJICACTBCHHBIMU
IIaTOJIOT'UAMMU.

OCHOBHbIE NPUYUHBI 00pPALIICHUSA:

1) O1M3KOPOACTBEHHBIC OpaKHu;

2) paboTa CyIpyroB Ha BpEIHOM MPEANPUATHUH;

3) HaIM4Me POACTBEHHUKOB C HACJICACTBEHHBIMHU 3a00ICBaHUSIMU.

OCHOBHOW MeTO/I: COCTAaBJICHUE POJIOCIOBHOM 10
HACJICJICTBEHHOMY 3200JICBaHUIO.

B pe3yJibTare MbI onpeaesisieM :
1) Tun HacaenoBaHUS 3a00JICBAHMS

2) BEpOSATHOCTh POXKACHUS OOJIBHOrO peOeHKa



Y3

MeToabl
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JlexkapcTBa

NccnepoBaHue
,-,KF:-,%BBbMﬂiI OKOJ10M104HOM
Y XUOKOCTU
JledueHue
& \
I'enHast uHKeHepUs
(BBEICHUE B KIIETKY
CoOmonenue 00JIBHOTO
NMUETHI HOPMAJIbHOUW KOTIUU
MTOBPEKACHHOTO

reHa)




BbiBOAObI:

1. CymecTBYIOT T€HHBIE K XPOMOCOMHBIE OOJIE3HH.
[IpyunHa BCEX HACIECIACTBCHHBIX 3a00JICBAaHUM

2. Cenyac 12—15% reHHbIx 001€3HEN IMTOJTHOCTBIO
M3JICYMBAIOTCS AUEeTaMU U jiekapcTBaMu. [IpumepHo B
50% nedeHue mpoaneBacT OOJIbHBIM KU3HbD,
yiayudiiaet ee kadectBo. Ho ocranbnabie 35—40%
00JIC3HEH HaM ITOKa HE IOAJar0TCH.

3. UTOOBI CHM3UTh PUCK MHOTHX HACJIE€ACTBEHHbBIX
M3MEHEHMI, MBI 1OJKHBI BECTHU 3/I0pOBbIil 00pa3
"KU3HU.

4. 'eHeTUYECKYI0 KOHCYJIbTaIMI0 JOKHA IPOUTHU
KaxkJas mapa, a mapbl U3 IPYMIIIbl PUCKA OCTAKTCS MO/
HAOJIONEHUEM I'€eHETUKA TOCTOSHHO.



‘L [loMallHee 3aAaHue:
= §3.17



i MHMDOPMaLMOHHbIE UCTOYHUKM

1. buonorus. O6mas 6uosorus. bazoBeiilt ypoBeHb. YueOHuK 10-11 Kimacchl.
B.W. CuBornazos, 1.b. Aradonosa, E.T. 3axapoBa

2. CD-rom Hapuratop buosiorus. O6mias 6uonorus. B.1. Cusornazos, I1.b.

Aradonoa, E.T. 3axapoBa MyastuMeauitHoe yueOHoe rmocooue JIpoda
2009 (10 -11 xmacc)

3. Kimmanueckada redaetuka.bouxkos H.II. M:Memunnuaa 1997 4. [ 'enetuka
Toukuit B.M. Opnecca Arponpunt 2002

4. I'enetuka yenoneka IlleBuenko B.A. M: BJIAJIOC, 2002



