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Llenn ypoxka:

CdopmMmupoBaTb 3HaAHWUSA O 3HAYEHUN FTEHETUKM ONS
MeOWLWHbI U 30paBOOXPaHEHUS.

[To3HakOMUTb C HacneacTBEHHbIMKU 3aboneBaHNAMN.
[To3HakoMUTb C Nnporpammon «'eHom YernoBeka»

[Toka3aTb HEOOXOONMMOCTb rEHETUYECKUX 3HAaHUI ONs
NMPOrHo3MpoBaHUsA HacneaCTBEHHbIX 3aboneBaHni

Pa3BuBaTb yYMEeHue pellaTb 3agayun rno reHeTuke.



II1an ypoka:

[lporpamma «['eHOM YernoBekay.

OCHOBHbIe MeTOAbI N3y4HeHn4d
HaclriegCrBeHHOCTUN 4HeJlioOBEKa.

HacnenctBeHHble 6one3Hun YernoBeka.

[TpnynHbI, gnarHocTmka n npodunakTuka
HacneacTBeHHbIX bone3Hen.



«l eHOM 4JeJIoBeKa))

1920r — Hemeuknn 6oTaHuk 'aHC BUHKNEp BBEN
TEPMUH «FTEHOMY»

90-e roabl — akagemMuk A.A.baeB Hayan
nporpammy B Poccuu

19951 — nporpamMmma cTtana MmexgyHapoaHOW,
o0beanHMna16 Hay4yHbIx ueHTpoB CLUA u
EBponbl

2000r - nogBeneHbl UTOMM NepBOro arana
nporpamMmmebil.



MeTo161 U3yUEeHUA:

b € MeTOibl M3YUCHHA HACJIEACTBEHHOCTH YyeJyioBeKa
MeTonnl H3yueHUsl HACIEACTBEHHOCTH YCIoBCKa

|

lltrroreﬂe'ruqecmit] ‘Bnoxnmecxmﬁ] rBJm:;HeuosuﬂJ
1 i
MuUKPOCKOIIMHYECKOES OOHapyXeHHEe H3ygeHue NpUpoasl
H3yYeHME CTPYKTIYDEL H3MeHeHui B caMbIX pas/InIHBIX
¥ 9MCIa XPOMOCOM OHOXMMMICCKMX MpU3HAKOB
3NOPOBLIX ¥ GOTBHBIX napamMerpax (MOpPDONOrNHECKHX,
moneit : opraHmsma, bU3NONOrH4eCcKHX,
I CBA3aHHBIX C NoBeNeHIECKHX)
BrisipneHnl M3MEHECHHUEM |
MHOIO4YHCIICHHDbIC reHoTuna BrisiBjieHa poJib
XPOMOCOMHBIE . cpenbl 1
HapyIlIeHHs, XOTOpHIe BHRRSCHEE Muatns ngancncrncnuocm
. |conporoxnasorcs Ay ::l::ecxne B HOPMUPOBAHMH
HACHEACTBEHHEIMU oy y NpU3HAKOB
Sone3HaMH ZAEN Oy
5 cBSI3aHHBIC C
; - HapyuicHUEM

obMeHa BEemecTs

JECKOTro 3 BRISICHEHO pacnpOCTPaHCHMC
"“ ONMYSAIIMOHHBIH I'—
- OTAC/IbHBIX FTCHOB B YC/IOBEYCCKHX

MONyJISiUMUAX, BbIYMCJIEHBI HacTOThI
aJuUieIer M N’EHOTUIIOB
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[ lnToreHeTnyeCKUuU METO:
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Pue. 23. XpoMOCOMHBIIT  KOMILICKC Goaproro cumnjgpomom Teprepa
(44+XO0).



HaciencTBeHHBIE 00JIE3HU:

Hacnenc'rseaubte 3860![&83““5!, CBASAHHLBIC C MyTallMIAMM

Tadauwga

1

3a6onesanme

HYacrora
BCTpeYaemocTH

Mprusrina

CrrmnrTom

Mykosmcumnosz™

1:2500 (Espona),
1:3800 {(Poccus=)

MytTaumu 8 rere FTR

HAO Xpomocome 7, KOOAMPYKOULLLIEM
Benoxk, oTBeTCTBEHHbLINA

3a NnepeHoc xniopa Yepes
MmeMmBEPaHbI IMNMTENMANLHBLIX KNeTOoK

Haxkonnerue cnumzm B nerxkux,
nMprcoenmHeHmne BTOPMYHBIX
mudexunia (cmeprs

B NOAPOCTKOBOM BO3pacTe)

Muoamcrpodus
JowernHna™

1:3500 y mansumkos

MyTaumim B reHe mblilueyYHoOro
Genka auncTpoduHa, HaAXOOSULIEeAMCS
Ha X-xpomocome

Hapacrawuwma napanmy cepaua
M ObIXATeribHbLIX AMBbILLILL (c:v.eprb
B MNOAPOCTKOBOM BO3pacTe)

CnuHapHo-6yne-
SapHas mblilueYHas
artpodmna™

1:6000

Peueccusras myrtaums
(xpomocoma 5)

NMopaxerne motToHenpoHos,
NMpuBOoAsSUlEe K MNAPAniyy 11 cmepTh
8 nervcree (2—4 rona)

DeHmnkeToHypua™

1:10 O00—17 000

Peueccmeras mytauus B rere

Ha xpomocome 12, obycnosnusaert
oTcyTcreme depmeHTa, Nnpespauila-
ouwero dbeHmnanaHmH

8 TMPO3MH

YmMmcTBEHHAOR OTCTANOCTL, CBETNLIE
BOMNOCHI M3-3A OTCYTCTBMS THUPO3MHA.
(Mposoantca o6szaTensHoe
TECTMPOBAHME HOBOPOXASHHbLIX.
PaapaSorare neyerine

M AOPOAOBAs AMArHOCTHMKG.)

Flemodbumnus A™

00 y my>xume
(o] H Yy >XKeHulmH

§

PeueccusHas myraums 8 pacnono-
XKeHHOM HAa X-Xxpomocome reHe,
Koampyiouem oamH i Genxkos,
YHACTBYIOUWIMX B CBEPTLIBaHMWN
kposn (baxkTtop V)

Hapywernmne ceepreiBaemocTm
KpoBh

Nlremodbunna B*

1 :20_000 MONLUMKOS

To xe, dbaxktop IX

Hapylwiermne cesepreiBaemocTi Kposm

Bonesns
Bunne6Gparna™

1:5000—20 000

To xe, dbaxktop o BunneSparaa
(BzammonericteyeT c¢ hbaxkTopom Vi)

Hapyuwermne cesepreisaemocTm
KpoBsu

Curapom Nnomkoi
X-xpomocombl™

1:2000
MmansuymMkos

PocT yucna nostopos TpuHykneo-
Trna LINMT 8 onHom 1z reHos
X-xpomocomsb:. Hacnencrsenrias
nepenaya zabonesaxHmnsa He noa-
YuHAeTca 3akoHam Mewnnens.
Hucocno nostTopos HapacrTaeT

M3 NOKONEeHMs B NokoneHmue.
S3afonesaHmne HauYmHaeTcs, Koraa
Ymcno nostTopos npessicnT 20

AHOomanmm pocTta, 3anep>xka
YMCTBEHHOIO PA3BUTHUA, QYTHIA.
B npenaparax X-xpomocoma
GonbHbIX BLIrMSAMT “cnomaHHon”

Xopesn
NreHTuHItona

Haxkonnenmne vpuHykneoTuaHeix
nostTopos LIATI B rene
Ha Xxpomocome 4

MoneprusaHme roNnossl 1 KOHEeYHOC-
Ten, HapacTaruwee cnaGoymue,
nereHepaums HepPBHOM CucTembl

BornesHs
Ansureinmepa —
BA (caw+ us Bnaoos
crTap4YecKkoro
cnaGoymmns)

50% nwoneii crapuwe
80 ner crpanarot BAL
3aHumaeT yeTsepTOoe
mecTto cpenu
ECTeCTBEHHbLIX NPMYMH
cmepTh

MyTaums 8 reHax NpeceHHnnHoOs
Ha xpomocomax 1, 14 1 8 rere
SeTa-ammnonaga Ha xpomocome 21.
DPDaxkrTop pucka — annens ed rexa
anonunonporTeura E

(xpomocoma 192)

NiGens HeRporos, NpuBOoAsULLIAN
x cnaGoysmnio. bonesns
Nnposasnaercs 8 sospacrte 35—60
neTt (cmepTe HacTynaeT yepes
HECKONLKO NeT Nocne HaYana
z3abonesaHuns)

AnpeHoreHmrans-
Hbll cHHApom™

1:10 OO0

PeueccusrHas mytTauus 8 reHe
untToxpoma P450c21
Ha xpomocome &

Hapyuwenune sHaookpuHHoOro
ob6merHa (B Taxxensix cny4yasax
neTanebHoO)

AxoHaponnasns
(xapnukosocTs)

1: 100 000;

20% cnyuaes Hacne-
ayerca or poaureneii,
80% o6ycnosnews:
HOBBIMM MY TAUMSAMMN

JomurHarHrHas myTaums 8 redHe
peuenTopa riopmoHa pocTa

Poct 120— 130 can,
HenponopuMoHaneHoe
Tenocno>xewne




XPpOMOCOMHBIC OOJIC3HU:
—

laoauua 2 XeHuwuHb

Hacnepcrsenssie 3aboieBanus,

1.
CBA3AHHbIE C H3MEHEHHEM YHC/Ia XPOMOCOM G S:;gpf“?el'g:epe“‘e“' 1:5000
pa
: . i | (HenopassuTHe BTOPMY-
Hapy- Coaatron } q":’:;:‘;s::“' ’ HbIX MONOBbLIX NPU3HA-
WweHue , ko8, 6ecnnoane, ymcr-
| §  TONIROBASIINK | BEHHAS OTCTANOCTS)
| A”Y“TOCOMHHe Ho?yweum [XXX MoHuxenras nnoro-  |1:700
Tpucomus | Cunppom [aywa 1:700; IXXXX BUTOCTb, yMCTBEHHASA
Xpomoco- | [ymcteenHas otcta- | 1:50, ecnu mats XXXXX OTCTANOCTH .
'mbi 21 noctb, moHronougHoe | crapue 40 ner M -
? | nuuo) (wacTora BO3HUKHO- ‘ LSRR
| BeHus B 5 pas Builue, XYY Hopma (6onee suico- |1:1000
| HO Bonblwas 4acTs KU POCT, HE3HAUMTENb-
3090ﬂb'w6eﬁ'TP”C0‘ Hele nedekTsi ckeneraq)
MUKOB MBHeT
| BHYTPUYTPOBHO) ))EX)%Y Cunapom Knaiik- ) 1:1000 mansuukos
Tpucomus | Cunapom Maray 1:5000 i d>enwgpo (BbICOKMIA
XPOMOCO- pocT, Secnnoaue,
MF; 13 XXXXY HeaopassuTe nono-
Tpucomus | Cunppom Sasapaca | 1:10000 BbIX NPU3HaKoB,
| XPOMOCO- MHOTAQ YMCTBEHHAR
| le 8 1 OTCTANOCTS)




AyTOCOMHO — JOMHUHAHTHOE HACJICIOBAHUE




AYTOCOMHO — PELIECCUBHOE HACJICIOBAHUE




HacnenoBanue, CLICIZICHHOE C  IIOJIOM

R e i i e A A ns pans a2as va

brnaueir, cocraBur 50% .

3n0poBbin KeHuwmHa — HocuTenbHuua :
MY>XX4YUMHa reHa remodpunmn

3anoposas KeHwmrHa — HOoCUTENb- 3aopoBbii My>xumnHa, 60n1bHOM
XKeHuwmHa Huua reHa remodunnunm MYy>XXK4YMHa remodpunuen

— X-XpomMmocoMa C reHom,
npuBOoASALLIMM K remMmodunmm

— X-xpomocoma ¢ HopMasibHbIM
reHomM cBepTbIBAEMOCTU KPOBU

'uc. 64. Cxema nacnedosanust zemodpuruu



OCHOBHBIC HaNpaBJICHUS MPOPUIIAKTUKU
HACJICJICTBEHHBIX 3a00JICBAHNN

ckntoyeHne myTtareHoB cpeabl 0OuTaHus:
NeKapcTB, MULLEBbLIX A00ABOK, N3NTYYEHUA.

[TnaHnpoBaHne ceMbM.

[lopogoBasi anarHOCTUKa.

KoppeKuusa HacreacTtBeHHbIX DOre3Hen —
aneTundeckasq, Xxmpyprmyeckasa v T.4.



CnemyeT 00s13aTeIbHO

IIPOKOHCYJIBTUPOBATHCS Y Bpada-reHETHKA.
) - —
® OepeMeHHbIM B Bo3dpacte 35-40 JyieT mimn

OTIlaM, BO3pacT KOTOPBIX NnpeBbliniaeT 44
roja;

® €CJIM B CEMbE YK€ OTMEYAIOCh POKIAECHMNE
JeTe ¢ HacJeJICTBEHHbIMH 3a00JIeBAaHHUSIMU;

® ecJH OJHMH WJIKM 0d0a cynpyra IoJYUHIH
[MOBBINIEHHVIO JIO3Y paJvaliiu, IMOJABEPrajiuch
BO3/I€EMCTBHUIO BpPeAHBLIX (PAKTOPOB Cpe/ibl,
IIPUHHMAJIH IIpelapaThl, CIIOCOOHbIE BLI3BATD
HApyIIEeHUs Pa3BUTHUA SMOpPHUOHA;

® ecJIM OyayvuiMe poAHTeaH IpUHAUIexKar
K 3THHYECKMM IpyIiiaM, B KOTOPbIX 4YaCThl
cJay4dyaH Te€X WJIM MHBIX HAacCJeACTBEHHbIX 3a00-
JIeBaHUW .




