[IpegMeT MeJUILIMHCKOU F'€HETUKM.

MeTo bl
MeJIUKO-TeHEeTUYEeCKOIr'o UCCieJOBaHUsl.

OpraHusanys MeJUKO-TreHETUYECKOM
CJ1y>KObI B PecriybJsivike besiapych

Yuctbid AHTOH 'eHHabeBHY,
K.M.H., JOLIEHT 2-4 KadeJpa AeTCKUX 00Jie3HEHN



MEJIMLIMLIMHCKAS TEHETHUKA

- MeauumnHCcKas reHeTuKa ABAAeTCA HayKoM
N3yyatoLLen 3aKOHOMEpPHOCTH 7 MPUYMHDI
BO3HUKHOBEHMUSA HacneaCTBEHHbIX bonesHewn,
XapaKTep NX HacnenoBaHUA B cembsXx,

pacnpocTpaHeHne B nonyaaumax, cneumdbuyeckue
npoueccbl HA K1€TOYHOM U MONEKYIAPHOM YPOBHSAX



3aga4yy MeIUIIMHCKOU reHETUKHU

N3yyeHne NpUYnH BOSHUKHOBEHMA HacneACTBEHHbIX bonesHen.
N3yyeHMe xapaKTepa HacneJoBaHUA UX B CEMbSAX.

M3yyeHne  pacnpocTpaHeHWa  HacneacTBeHHbIX  3aboneBaHU B
NonynALUmnAX.

N3yueHune natoreHesa, KJIMHUKMN, levyeHus, NPOdUNAKTUKMN
HacneaCcTBEHHbIX bonesHen.

M3Y‘-I€HI/IE HE\CI’IE,EI,CTBEHHOVI npeapacnoloKeHHOCTU N PE3NUCTEHTHOCTMU.

N3yyeHne  ycnoBUM  BO3HUKHOBEHMA U NyTel  NPOPUNAKTUKMU
HacneaCTBEHHOM M3MEHYMBOCTM (FrEHOMHbIE, XPOMOCOMHbIE, TFEHHbIE
MyTaLUn).

Pa3paboTKka HOBbIX METOA0B FrEHHOM UHKEHEPUMN.
Pa3paboTka meToa0B NpeHaTa/ibHOM ANArHOCTUKM.

Pa3zpaboTka M coBeplleHCTBOBaHME ¢GOPM  MeAMKO-TEHETUYECKOrO
KOHCY/IbTUPOBAHMA



OCHOBHBbI€E 3Tallbl Pa3BUTHUA '€EHETHUKHU U

MeIUINHCKOU TeHEeTUKHU

Versuche

her

Pflanzen-Hybriden,

Im Verlage des Varsines,

Erinn, 1858
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OCHOBHBbIE 3Tallbl PA3BUTHS F'€HETUKHU U
MeJHUIIUHCKOU reHETUKHU

- AHrnmncknnm Bpay Apamc (1756-1818) B cBoém Tpyde «TpaKraT o

npeanonaraembiX HacneACTBEHHbIX CBOMCTBAaxX bonesHen» caenan pag
3ameyaTeNibHbIX BbIBOAOB, BOT HEKOTOPbIE U3 HUX:

1. CywecTBYOT ceEMeNHble U Hacneayemblie GaKTopPbl.
2. Mpun cemenHbIX 3ab601eBaHNAX POAUTENN Yalle COCTOAT B POACTBE.

3. HacneacrtBeHHble 3aboneBaHMA MOTYT NPOABAATLCS B PAa3sHOM
BO3pacTe.

- 4. CywecTtByeT npeapacnosioXeHHOCTb K 3aboneBaHMAM, KoOTopas
nPMBOAUT K 3a601€BaHMIO NPU BO3AENCTBMUN BHELLIHUX GaKTOPOB.

5.cnocobHOCTb Yy MHOMMX  BONbHBIX € HACNeACTBEHHbIMMU
32601€eBaHUAMM CHUXKEHA.



OCHOBHBbIE 3Tallbl PAa3BUTHS T'€HETUKHU U
MeJINIMHCKOU TeHETUKHU

- B 1956 rogay wBeackune reHetukn L. Tno u A. JleBaH, a TaKXe

6putaHupl C. ®opa u 1. XamepTOH YCTaHOBUAM KOHKpPETHOEe
4ymucao xpomocom (46), npucyllee 4enoBeky

- 1959 rop . J/lexkeH OoTKpbIA TPpMcomuto no 21-m xpomocome npu
cuHgpome [layHa

- 1960 rog K. [latay OTKpbin Tpucomuro no 13 Xxpomocome

(cungpom MaTay)

- 1960 rogq M. 2aBapAac € cOTp. - Tpucomuto no 18 xpomocome

(cunppom daBapaca)

- 1966 r. cTaNI0 BO3MOXXHbIM BblAB/IEHNE K/IETOK C XPOMOCOMHbIMU

abeppauMasmm B aAMHMOTUYECKOM MWAKOCTU, YTO MONOXKUIO
Ha4ya/No NpeHaTasbHOM AMArHoCcTMKe cuHAapoma [layHa u Apyrux
XPOMOCOMHbIX 3a60/1eBaHMIN NPY MOMOLLM aMHUOLIEHTE3a

- 1980 r. cTazIo BO3MOXHbIM KapTUpOBaHMe reHoB



Ponb HacneacTBeHHOCTU B
PA3BUTUM MNATONOTNN Y AETEN



[ToHaTHUe 0 HacJIeACTBEHHOU U
BPOXKI€HHOM ITaTOJIOTUH.

- BporkgeHHbIMMK Ha3blBaOT ntoboble 3aboneBaHus,
nposaBAAlOWMECH Cpa3y nocse poxaeHna pebeHka. OHM moryT
6bITb HaCNeACTBEHHbIMU N HEHACNEACTBEHHbIMMU.

- K yncny HacneactBeHHbIXx 6one3He OTHOCATCA AUlb Te, B
OCHOBE KOTOPbIX JieaT CTPYKTYPHble U3MEeHeHuA B
reHeTM4ecKom maTtepuane. OAHM U3  HUX  KJAMHUYECKU
NPOABANAIOTCA YXKe B NepBble AHM NOCNAE POXKAEHUA, Apyrme —
B IOHOLLIECKOM, 3pe/IOM, a8 MHOIAA N B MOXKWJIOM BO3pacTe.



[ToHaTHe 0 Hac/Jle,CTBEHHOU U
BPOXK€EHHOM I1aTOJIOTUU.

HeHacnegcrtBeHHble 6one3Hun obycnoB/sieHbl nencTesmem
HebnaronpuaTHbIX ¢$aKTOPOB cpeabl Ha pas3BUBAlOWMNCA Nnoa B
nepnoa 6epemMeHHOCTM M He 3aTparMBaloT ero reHeTUYeCcKUin
annapar.

deHoKONMA  npeactaBnser  Ccobon  KAUMHUYECKUN  CUHAOPOM,
BO3HMKaOWMIMN Noa BAnAHMEM GAKTOPOB BHELIHEN cpedbl B Nepuoa
3MOPMNOHANBLHOIO PasBUTUA, CXOAHbLIM MO CBOMM MPOABAEHUAM C
HacneaCcTBEHHbIM 3abosieBaHMEM, HO MMEIOWMUN HereHeTUYecKyto
npupoay BO3HWUKHOBEHUA («BO/YbA MAacTb», «3aa4ybA ryba», moryr
6bITb M HacneacTBeHHO obycnoBneHHbiMM (cuHApom [laTay), w
HeHacneaACTBEHHbIMUW, BO3HMKAOWMMWU B pe3ynbTaTe HapylueHusA
3MOBPMOHANBHOIO Pa3BUTUA)



Hu y opaHoro 6uonornmyeckoro BuAa, B TOM YUCNE WU
Ye/sloBEKa, HEeT pe3KoM TrRaHuUbl MeXay HacneacTBEHHOM
M3MEHYMBOCTbIO, BeAyWEN K HOPMaJbHbIM Bapuauuam
NPU3HAKOB, 7 HacneacTBeHHOM N3MEHYUBOCTbIO,
8npe,u,en)mom,em naTonornyeckme Bapuaumm (HacneacTBeHHbIE
0/1e3HMU

BonblWMHCTBO MyTaLUK yBenn4YmBaetr  noammopdusm
4YenoBeYEeCKUX Monyasaumm (rpynnbl KPOBM, LBET BONOC, POCT,
pa3pes a3 u T.4.), HO B pAde cay4aeB MyTaLMKW 3aTparneatoT
KU3HEHHO BaXKHble PYHKLIMK, a 3TO Y*Ke NPUBOAUT K 6bonesHu.

[laTonornyeckne MmyTaumm pPasaMyHbl MO cnocobHocTU
COXPAHATbCA M PACNPOCTPaHATbCA B nonynsaumax. OaHu u3
HUX, NO3BONAIOWME UX HOCUTENID COXPaHATb NAOAOBUTOCTb U
He BbI3blBalOWME Cepbe3HbIX HebnaronpuATHbIX CABUNOB B
deHoTUNe, MOTYT NepenaBaTbCs M3 MOKONEHMSA B MOKOJIeHMe
ANNTENIbHOE BPEMS.

BeposiTHOCTb BO3HUKHOBEHMA U PUKCAUMM B NONYyNAUMAX
KaKkon-nmbo myTtauum C MoNoXuUTenbHbiM 3pPekTom B
3BOJIOUMOHHO «OTNAXXEHHOM» Ye/I0BEYECKOM QpraHusme
CYLLEeCTBYeT M B HACTOALLee BpemMA, HO OHA KpaunHe mana.
[TpaKTUyeckKu BCeraa HOBbIE MyTaL MK obnapaioT
oTpuuyaTeNbHbIM 3dPEKTOM.



K sppeKkTam MYTaUMUOHHOTO rpysa
OTHOCUTCA NeTanbHOCcTb. OHa NPoABAAETCA HAa YpOBHEe rmbenn
rameTt, 3urotr, 3mbpwuoHoB, nnoaos, JaAeten. Hambonee
NWHTEHCUBHO NeTanbHble 3PPEKTbl BblpaXKeHbl B Ye/10BEYECKUX
nonynauuax Ha ypoBHe 3uroT. MpumepHo 60% 3urot nornbaer
00 WMNAHTaUMKU, T.e. A0 KAMHUYECKU PErucTpupyemom
bepemeHHOCTH

CpeaHue nokasaTtenn no ctpaHam Esponbl (2010-2017):

Ncxoapl BCEX KAMHNYECKN 3aperncTpmpoBaHHbIX
bepemeHHOCTEN pacnpegenatoTca cneayowmm obpasom:
CMOHTaHHble abopTbl — 9-15%, mepTBOpOXKAeHUsa — 0,8-1,2% un
KusopoxageHuma - 84%. N3 1000 HOBOpPOXKAEHHbLIX HE MeHee 5
YMMPAKOT B BO3pacTe A0 roga no nNpuynmHe HacneactBeHHOMU
NaTonormm, He COBMECTMMOM C XWU3Hbto. TakoB o0b6bem
NIeTaNbHOro rpy3a MyTauMOHHON U3MEHYMBOCTM B NONYNALMAX
YyenoBeKa C MeaAULUHCKOM TOUYKN 3PEHUA.



METOAbl MEOAUNKO-TEHETUYHECKOTO
MCCNEOOBAHUA



MeToabl MEAUIIMHCKOU Tr€HETUKHU

cneunaszibHble mMeTobl.

o LNTOreHEeTUYECKUN,

o BUOXMMUMYECKUN,

o MONEKYNAPHO-TEHETUYECKNM

o KIMHUKO-TEHEA/IOTMYeCKNIN MeToa,
° NMMMYHONOTNYECKUN

o 6/113HEeL0BbIN

nononHuTenbHble (nabopaTtopHble, MHCTPYMEHTaIbHbIE) MeToAbl
nccnegoBaHUA:

e YNbTPA3BYKOBOE UCCNeJ0BaHNE BHYTPEHHMUX
OpPraHos,

° peHTreHorpadums,

e MArHUTHO-pPe30HaHCHaA Tomorpadus,

° aneKkTpomuorpaodus,

° IxoKIl u ap.



[[eHea/rOrM4eCKUU METO/

- OCcHOBY reHeanornMyeckoro meToa COCTaBNAET aHaAu3
POAOCNOBHbIX Tabnuu, ana popmmpoBaHMa KoTopbix I.
Oct (1931 roa) npegnoxun, wCNoAb3yemble U B
HacTosLlee Bpems, YyC/10BHble 0603Ha4YeHusn
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[eHeasornyecKuu MeToOx
npeaHa3Ha4yeH AJisd

* YCTaHOBACHHNA HACACACTBCHHOTI'O XapaKTepa HpI/ISHaKa;

*  OIIPEAEACHUSA THUIA HACACAOBAHUSA IIPU3HAKA UAHT
3200AEBAHU,

° OIOCHKHN HCH@TpaHTHOCTI/I I'CHA,

°  AHAAN3A CLIEHAECHHUA I'€HOB U KAPTUPOBAHUU
XPOMOCOM,;

* H3y4YCHUA MHTCHCHUBHOCTH MYyTAITHOHHOTI'O HpOHCCCﬂ;

° paCL[II/I(prBKI/I MCEXAaHMN3MOB BSaHMOACfICTBHH I'€HOB
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[Ipiumep cocraBieHHA «KITHHUYECKON» DOJOCTOBHOM:

a — OonbHbIE caxapHbIM anaderoM, 6 — GonbHLIE HEMpOhUOPOMATOIOM; 6 — JTHYHO
obcne0BaHHbIE



AyTOCOMHO-AOMHWHAHTHbIE
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AyTOCOMHO-AOMHUHAHTHBIE

[Mpy gaHHOM TunNe HacnegoBaHUst NPU3HaK MNPOSBMNSIETCS B
reTepo3nUroTHOM COCTOSIHUKN, B TOMO3UTOTHOM SIBSIETCA NeTanbHbIM.
[JJoMMHaAHTHOE HacnegoBaHUA XxapakTepUsyrTcsl TEM, YTO:
 3aboneBaHne nepegaeTcs U3 NOKoNeHna B NokoneHne 6e3 nponyckos
(KpoMe criyyaeB HOBbIX MyTaUun);
* PUCK poXaeHuns 6onbHOro pebeHka, npu Hanuuum 3aboneBaHua Y
ogHoro n3 poautenen, cocrtasnset 50%;
« y 6bonbHOro nHameuaa 6oneH oauvH U3 poauTenen (UCKnyaa cryyau
HOBbIX MyTaLWW);
« 06a nona nopaxarTcs ¢ 0 ANHAKOBOU YaCTOTOM.



AyTOCOMHO-AOMHWHAHTHBIE
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YacToTa HEKOTOPHIX AYTOCOMHO-
AOMMHAHTHbLIX 3a00J1eBaHUHN U %
HOBBIX CJ/IyYaeB

[MpoueuT cayyaes

3aboneBaune YacToTa B NONyasitMu B pe3yibTaTe MyTallmu
de novo

AXOHAPOTUIA3N S 1/100 000 80
lenTnHITOHA GONE3HDL 1/14 000 4

- Mapdana cuHnpom 1710000 30
MuoToHuueckas 1/10000 25
aucTpodus
Heitpopubpomaros 1/4000 40
l1-ro Tvna
HecoBepuicHHBIN 1/5000 4
ocTeorcHes
Occudnumpyoiumii 1/1 500000 99
MMUO3UT
Snepca— auno 1/5000 ?

CMHIOPOM (BCE hopmbl)




[IprumMepnl 3a0601€BaHUM C ayTOCOMHO-
JOMHWHAHTHBIM THUIIOM HacJieJOBaHUS

1. CnHpapom mapdaHa

2. bokoBon ammnoTpoduyecknit cknepos
3. bonesHb XaHTUHITOHA

4. HenpodubpomaTtos



AyTOCOMHO-penecCCUBHbIE




AyTOCOMHO-peLeCCHBHbIE

[Mpy ayTOCOMHO-PELIECCUBHOM HacneaoBaHUM MpU3Hak
NPOSABNSAETCS TONbKO B TOMO3UTOTHOM COCTOSIHUN

OcobeHHOoCTH HacnegoBaHUSA 3aKyarTCcS B
crnenyoLlem:

 pogutenu npobaHaa 300pOBbI, HO aHanorn4yHoe
3aboneBaHne MOXET OOHapyXmBaTbCA Yy  POAOHbIX,
OBOKOPOAHLIX, TPOKPOAHbIX cubcoB  npobaHaoa -
3aboneBaHmne NPoCneXxXmnBaeTcs No ropusoHTanu,

* y OONLHOro poaANTENA POXOakTCsH 300POBbIE OETH,

* PUCK poXxaeHusa 6onbHOro pebeHka paBeH 25%;

* B CNny4yae KPOBHO-POACTBEHHLIX OpakoB Habnwogaetcs
yBennyeHue ymcna sabonesaHnin B pogOCHIOBHOW.



AyTOCOMHO-peleCCUBHbIE
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JacToTa HEKOTOPBIX pelleCCUBHbIX
3a00/1eBAaHUH U YACTOTA
reTepo3ruroTHOro HOCUTEJbCTBA

3abonesanue Hactora cpenu Yacroril rerepo3uror
HOBOPOXACHHbIX

MyKoBHCLMA03 /1600 — /3000 120 = 1/28
AIpEHOTCHUTAIbH bl 1 \
CECRDES /5000 /33
MDeHMIKETOHYPHSI 1/10 000 1/50
lanakrozeMus 1 /28 000 /77
ANEOMHU3M TJIA30K0X-
HBII THpa3MHa30Hera- 1/40 000 Y100
TUBHBIN
ATKanToHypHs 1/100 000 /160
FoMouMCTHHYPHS 1/150 000 1/195




[IprumMepnl 3a0601€BaHUM C ayTOCOMHO-
penecCUBHBIM TUIIOM HaCJe10BaHUS

1. MYKOBUCLMAO3

™

bEeHNNKETOHYpPUSA

bonesHb BMIbCOHA-KOHOBA/I0BA

> W

bose3Hb KAMHOBOroO cUpona
bonesHb rnpke

o

BonesHb Kpabbe



X-cuenJieHHbIN peleCCUBHBIN

F| XlXA

Hocurens- 3nopos Hocurean- 3popos
HMLA HULA

P XaY X XaXs
bonex
/ \ /A
FameTsr Xa Y ”_’XA' “_x.\a
F) XaXa XaX. Xuy YX,

3noposa Hocurenn- 3nopoB  Bonen
HHI1A



X-ClenJIeHHbIN pelecCHBHBIN

[Mlpn X - cuenneHHOW nepegadvye npu3HaK HacneayeTcs
TONbLKO OT MaTepu U MPOSIBASIETCH Y OCODEN MYXCKOro
nona.

OcobeHHOCTAMU HacneaoBaHUSA, CLENMEeHHOro C Moo,
ABMNSAOTCA:

« 3aborieBaHne HabnwgaeTcs y MYXYMH-POOCTBEHHMKOB
npobaHga no MaTePUHCKOWN NMUHUW;

* CbIHOBbS1 HUKOrda He HacneayroT 3aboneBaHne oTua;

* y DONIbHOro OTUA BCE €ro JoYepu 300pOBbl U SIBNSAIOTCS
reTepo3nUroTHbIMN HOCUTENSIMU MYTAHTHOIO FEHa;

* ©CNN XEeHLWNHa SIBNSIETCHA reTepo3nroTHbIM HOCUTENEM
MYTaHTHOrO reHa, To MofioBMHa ee CbIHOBEW OOMbHLI, a
BCE [04Yepu 300pOBbl, HO MOMOBUHA U3 HUX ABMAKTCH
reTepo3nroTHbIMM HOCUTENSIMU MYTAHTHOIO reHa



X-ClelJIeHHbIN peleCCUBHbIA
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[IpuMepnl 3a60J1eBaHUM X-CLENJIEHHBIM
pelnecCUBHLIM TUIIOM HacCJieJOBaHUA

1. Temodpunma AmnB

2. [anbTOHU3M

3. mumonatuio [ouweHa

4. cnHapom Buckotra-Onapunda

5. X-CUENnNeHHY aapeHonenkoancTtpoduto

6. X-CUENnAEHHbIN TAXKe/IbiIh KOMOUHUPOBAHHbIN
MMMyHoaedUUUT



X-CluenJieHHbIM JOMUHAHTHBIN

P XaY X XaXa
B/oneu 3n/opo\na
I'aMeTh Xa Y Xs Xa
F, YX.
bonbHa 3mopoB  bBonbHa 3nopoB
a
P
I'aMernl
F|

Bonsbna  bBonen 3moposa  3n0poB
7]



X-CuenJieHHbIM JOMUHAHTHBIN

[lpu3Hak nepemaetca UM OT oTua, U OT
maTtepmn, 6oretoT ocobu Toro M Opyroro rona.
OcobeHHOCTAMM OaHHOro Tumna HacnegoBaHWUS
ABNAIOTCA:

« y bonbHOro npobaHaoa obsi3aTernibHO 60sieH
OAWH N3 poauTeneu;

 y OOMbHOro oTua BCce pAo4vyepu OOnbHbI, a
CbIHOBbS1 3JOPOBbI;

e y 0OonbHOM MaTepu paBHO BEPOATHO
poxgeHne 6onbHOM govepu n DOrbHOMO CbIHA;

* DOSIbHbIX XEHWWH B 2 pas3a Oonblue, 4Yem
BOSTbHbLIX MY>XXYUH.



X-CuenJieHHbIM JOMUHAHTHBIN
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X-ClleNnJIEHHbIX JOMHUHAHTHBIN

- dochatamaber

- CUHApom PeTtTa

- cnHapom KodpdpunHa-Sloypu
- CnHapom lonbua



Y-cuenjieHHbIN THUII

Y-cuenneHHble 3aboneBaHus, Kak npaBuIio,
BO3HUKAOT  BcnegcrtBume  mytaumm de  novo.
Marnb4mky, KOTOpble MonyyYunM OT CBOEro orua
MyTauMmIo, HapyLlaoLLyo pa3BuTNE "
dPYHKUMOHNPOBAHNE MYXCKUX TOHa, OKasblBaloTCH
CTEPUINbHBIMXU N HE MOryT nepedatb €e CBOEMY
NOTOMCTBY, MMO3TOMY pPOAOCIOBHbIE OKa3blBalOTCH
HenHdopmaTuBHbiMKU. OgHaAKo onucaHbl CeEMbWU, B
KOTOPbIX Y-MUKpoaeneunsa Hacrnegosanacs.



Y-cuenjieHHbIN THUII
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MuUTOXOHApPHUA/IbHbIE 60JIE3HU

MuTtoxoHgpuanbHble 60re3Hn - Oonbluasg rpynna
HacneacTBEeHHbIX 3aboneBaHun, 00yCNOBEHHbIX
HapyLEHNEM CTPYKTYpPbl N OUOXMMUYECKUX MNPOLLECCOB B
MuToxoHapuax. C  TOYKM 3peHust rnaTtoreHesa MOXHO
BblOENMNTb TPU OCHOBHbLIE TPYMMbl MWUTOXOHAPWAIbHbIX
borie3Hen, KoTopble 00yCNOBNEHbLI HAPYLLEHUEM:

1) OKMUCIEHUsI XUPHbIX KUCIOT, BKMOYad KapHUTUHOBLIN
LIVIKIT;

2) Mmetabonuama nupyBata W UMK TPUKaApOOHOBLIX
KNCIOT;

3) npoueccoB oKUCNUTenbHOro dpocdopnnmupoBaHus



MuUTOXOHZApPHAJIbHbIE 3a00JIEBAHUS

- MUTOXOHAPUAaNbHbIN CaxapHbl AnabeT, CoNnpoBOXAAOLLMNCSA
rnyxoTou

- HacneacTBeHHas onTundeckast HemponaTtus Jlebepa
- cuHppom Bonbda-lapknHcoHa-Yaunta
- paccesiHHbIW cKnepo3 n nogobHble emy 3aboneBaHus

- cuHapom Jlea mnnu nogocTpas HEKPOTU3MpYytoLLas
9HUedanommonaTus

- Heuponatud, atakcus, retinitis pigmentos 1 nTo3

- HemponaTuu, aTakcun, TYHHENbHOE 3PEHNE U NoTeps
3peHus, NTo3, AeMeHLUS;

- MWUTOXOHApWanbHasi HEMPOracTPONHTEHCTUHANbHAas
SHUeddanonaTus



MuToxoHApHa/IbHaA
HaCJ/IeACTBEHHOCTh

. boeo b

B R




[luTOreHeTHYEeCKUU METO/]

LiuToreHeTnyeckoe nccecrneanoBaHume MOXeT
npoBOAUTBLCA B ABYX BapPUaHTa.

- NUccnenoBaHue nNonoBoro XxpomMmatmuHa
- NccnenoBaHme KapmnotTurna KrneTKu.

B KneTkax >»XEHCKMX OpraHmamoB opgHa X -
XpomMmocoma B UHTepdase MHaKTUBUPOBaHa,
HaxoAUTCA B CNUPanmn3oBaHHOM COCTOSSHUUM U NpuU
OKpacke KNeTokK AnepHbIMU Kpacutensamu
onpeaensieTca y sAepHou oborovYkm B Buae rmMblOKu
(nonoBoun xpomaTtuH, Tenbue bappa).

OO6GbIYyHO Teneuy bappa Ha eguHUUYy MeHblue,
yeM nonoBbiX X-XpOMOCOM B KapuoTune, 4TO
No3BONISIeT UCMNOJSIb30BaTb 3TY METOAUKY B KITMHUKO-
nabopaTtopHou auarHocTuKe.



[luTOreHeTUYECKHUU METO/]

UccnepoBaHMe Noa10BOro XpOMaTuUHa NpoBoaAUTCA Npu.

nobom HapyweHun aunddepeHumaumum nona y JAeterm wu
B3POC/bIX;

noao3peHun Ha cuHapom LLlepewesckoro-TepHepa;

NepBMYHON ameHopee, HeadOopPa3BUTUM BTOPUYHbLIX MOJIOBbIX
MPU3HAKOB, 3a4epKaHHOM UM MpeXaAeBpPeMeHHOM M0/I0BOM
PasBUTUN, COYETAIOLWIMXCA C YMCTBEHHOM OTCTaNOCTbiO WU
cBOeobpasHbIM NcUXMYEecKMM aedeKTOM, a TaK Ke y maTepei
MMELOLLMX AeTelr C aHOMAIMEN NOJIOBbIX XPOMOCOM;

YV MYX4YUH CTpagarowmx becnaoavem, HenopasBUTUEM
BTOPUYHbIX NoN0BbIX NPU3HAKOB, ¥eHonoAo0bHbIM
TeNnocnoxeHnem (C yMcTBEHHOM OTCTaNOCTbiO UK 6e3 Hee);

HeobXxoAMMOCTU BHYTPUYTPOOHOro onpeaeneHua nnoga B
cembe OTArouwleHHon 3aboneBaHuMaAMM, cuenaeHHbiIMM C X -
XPOMOCOMOW.



NccienoBaHe KapuoOTHUIIA
KJIETKU (KapUOTUIIUPOBAHUE)

Mpouecc ocyulecTsaseTca nNpu bonee CNOXKHbIX MeTogax NoJyvYeHus
mMmaTepuasa, ero NnoAroToBKM, OKPACKU XPOMOCOM U UX U3YUYEHMUS.

Yalle BCero XxpoMmocomMbl UCCNEAYIOT B IEMKOUUTAxX nepndepmnyeckon
KPOBW, XOTS BO3MOXHO UX UCCNea0BaHUE B KNETKAX CMMHHOINO MO3ra,
onyxonen, aMbpmnoHabHOM TKaHU, NYHKTaTe IMMbATUYECKUX Y3108,
ceNne3eHKn, XOpuoHa, MEMOTUYECKNX KNETKAX NOJIOBbIX Kenes.

BO3MOXHbI NpAMOe U HenpAamoe uccneaoBaHMA XpoOMOCOM.

[pn npamom MeTode CBEXUW maTepuan (KNeTKM KOCTHOro MO3ra,
onyxonen, 3MOPUOHANbHbIX TKAHEW, KNETKM XOPMOHA, MNyHKTaTa
nMMm@aTUYecKnx  y3/10B, CeJIe3eHKM W T.4.) noaBepraerca
COOTBETCTBYHOLEN 0OpPaboOTKE M M3YYEHMIO Cpa3y Xe nocne ero
nony4yeHus.

[pn metoae HeNpsMoOro wuccaegoBaHua matepuan (nnmdounTsl,
KNeTKN aMHUOTUYECKOMN KUAaKocTu, dnbpobnactbl) npeasapuTenbHoO
KY/IbTUBMPYETCA Ha NUTATe/IbHbIX Cpedax, a NOTOM NoABepraeTca
HeobxoAMMoMN NOAroTOBKE, KOHEYHbIM 3Tarnom KOTOPOW ABNAETCA
OKpallMBaHMeE npenapata n MUKPOCKONMMPOBAHUE.



NccienoBaHe KapuoOTHUIIA
KJIETKU (KapUOTUIIUPOBAHUE)

® y BCEX /IUL, C BbiABIEHHOW NATO/IOrMeii N01I0BOro XpOMaTUHa;
® y AeTel C MHOXXeCTBEHHbIMU NOPOKaAMU Pa3BUTUSA;

* nNpu onuroppeHnM B COYETAHMU C UYepTamMu BHYTPUYTPOOHOro AaucreHesa wuau
BPOXAEHHbIMU NOPOKAMM PA3BUTUA, UIN BPOXKAEHHbIM GPUINYECKUM HEQOPA3BUTUEM,
rMNOreHUTaIu3MoM;

® V )XEHLWMUH, CTpajalolmnx MNOBTOPHbIMU CMOHTaHHbIMM abopTamu, UmeWUX B
aHaMHe3e MEepPTBOPOXAEHHbIX JeTeid WMAM  JeTe C  MNOPOKaMU  pPasBUTUA
(o6cnepoBaHMIO NogneXKaT U UX MyKbs);

® y pogutTeneu ymeplux peteid ¢ MHOXECTBEHHbIMU BPOXAEHHbIMU MNOPOKaAMM
Pa3BUTUA UMW YCTAHOBAEHHbIM XPOMOCOMHbIM CUHAPOMOM;

e y cubcos npobaHaa M ApYrux poaCTBEHHUKOB AETOPOAHOro BO3pacTa B Cay4vae
BbIAB/IEHUA CTPYKTYPHO nepecTpoiikm y npobaHaa wu cbanaHcMpoBaHHOrO
HOCUTENIbCTBA TPAHC/I0OKALUM U MHBEPCUN Y MATEPU UM OTLA;

e ANA onpepeneHUA Kapuotuna NAojda Yy KEHWMUH C BbICOKMM PUCKOM pOXAeHUA
nnaoaa ¢ XpOMOCOMHOM NaToNornei.



BUOXUMHUYECKHUH METO/

O606ueHHO BUuoxnmmnyeckne metToabl MoryT 6biTb NoapPa3ae/ieHbl
Ha Ka4yecTBeHHble(BbiABNEHME PEHUNKETOHYPUKN, 3aboneBaHuUA
npu KoTopom ¢eHunanaHMH He npeBpallaeTcA B TUPO3MUH, a
npespawaeTca B GpeHUNNUPOBUHOTPAAHYIO KUCAOTY, KOTOpas, B
CBOO oyepedpb - B GeHU/IMOJIOYHYO, GEHUNYKCOCHYIO KUCNOTbI U
bEeHMNALETUNTIIOTAMKUH), KOTOPblE YKa3blBAalOT Ha Haanuue Uau
OTCYTCTBME  OMPEeAeneHHoOro BelWecTBa B  OpraHM3me, W
KO/IMYECTBEHHbIE, onpeaenatowme KOANYECTBO MCCAEAYEMOTO
BEWecTBa B OpraHmMame (KONMYECTBEHHOEe  onpeaeneHue
MeTaboNTOB, NyTeN NX NpeBpPaLLEHNI, CTENEHN HAKOMAEeHUA).

Ha ocHoBe OGMOXMMWYECKMX MEeTOA0B CO34aHTCA NMPOCEUBAOLLNE
(CKPUHWMHT) Nporpammbl



bunoxumMmmuyecKmue MeToAbI:

XpomaTtorpadus (}KMakocTHas, rasosas)
MaCC-CNEeKTPOMETpUA

MarHMTHaA pe30HaHCHaA CNEKTPOMETPUS
aneKkTpodopes



MMMYHOJIOTMYECKHUH
METO/

OcHOBaHbl Ha M3y4YeHUM QAHTUMEeHHOro COCTaBa KAETOK U
XUOKOCTEN OPraHMU3Ma — KPOBWU, C/AKOHDI, XXenyao4HOro COoKa
nnp.

UMmmyHONornyeckne - metoabl NO3BONAKT  BbIABAATb
AHTUFeHHYK0  HecoBMeCTMMOCTb  MaTepu U NA0AaQ,
YCTaHaB/MBATb OTLLOBCTBO, onpenenAaTtb
npeapacnoNoXKeHHOCTb K  bonesHam. C  nomouibto
UMMYHONOMMYECKNUX MEeTo40B BO3MOXXHO nNpoBeaeHue
aHa/an3a ramma-rnobynnHoB, onpeaeneHue Koam4vectsa T- u
B-numdoumntos, komnammeHta, HLA-aHTUreHOB B KpPOBM U

T.4



MosieKyJIApHO-TeHETHUYEeCKH e
MEeTO/ bl

B ocHOoBe Bcex METoAOB  MOJIEKYNAPHO-
reHeTUYeCKon AMarHOCTUKM HacnencTBeHHbIX bone3Heun
NEXUT TexHonorna pekombuHaHTHbix AHK wam reHHas
NHXXeHepunsa



MoJieKyadpHO-reHeTUu4YeCKue
METO/bI

1. MeToa, ceKBeHNpPoBaHUA — onpeaeneHmne HyK1eoTUaHoM
nocneposatesibHoCcTM AHK. Takum meToaom NONHOCTbLIO onpeaeneHa
nocneaoBaTe/IbHOCTb HYKNEOTUA0B reHOB NT0OMHA, HEKOTOPbIX
rOPMOHOB (MHCY/IMHA, TOPMOHA POCTa, NPOJIaKTUHA U Ap.).

2. MeToa nonnmepasHOW LEenHOM peakuun (Mcnonb3yetcs ana
yBennyeHuma ymcna pparmentos JAHK).

3. MeToa nony4YyeHmnAa npammepos, COOTBETCTBYIOLLMX U3BECTHbIM FreHaM.
4. Metopa rubpmnansaumm HyYKNeMHOBbIX KUCAOT.

5. MeTtog KnoHuposaHua [HK.

6. MeToa, nonyyeHmna peKombuHaHTHbIX monekyn AHK.

7. MeTopa, nonyyeHmna 6enkoB C NOMOLLbIO PEKOMBUHAHTHbLIX MOJIEKY
OHK



MoJieKyadpHO-TreHeTUuYeCKue
MEeTO/bI

MeTtoabl MONEKYNAPHOMU FeHETUKU NO3BONAIOT:

NAEHTUOULMPOBATb MyTaL MK B reHe. ( AMarHoCTMKa ceprnoBuUaHO-
KNeTOYHOM aHeMMU B IMOPMOHAIbHOM nepuoae).

AMArHOCTUPOBATb MOHOFeHHOEe HacneacTBeHHOe 3aboneBaHMe NyTem
onpeaeneHns HYKNeoTUAHOM Nocea0BaTeIbHOCTU FTeHOB
(remodunnunsa, remornobmMHoONaTUA) U BbIABAEHNA MYTAHTHbIX FTEHOB
(beHnNKeToHYpUS, MYKOBUCLIMAO3);

OCYLLUECTBNATb reHeTU4YeCKnU aHanms nonmmopdusma AHK
poauTenen n aeTen;

onpeaenaTb UHANBMAYANbHYO nameHuymsoctb IHK yenoseka no
BapunabenbHbiM Touykam AHK, moneKkynsipHbIN aHaIn3 KOTOPbIX
NO3BOJIAET NPOBOAUTb MAEHTUDUKALMIO TMYHOCTU YENOBEKA);

BblAENATb U CUHTE3NPOBATbL reHbl (BblaeneHne, CUHTE3 U
KNOHMPOBaHWE reHOB ABASETCA OAHUM U3 3TanoB reHHOM
NHXXEHEepUn).



ban3Hen0OBbIM MEeTO/

- ban3HeuoBbIN MeToa, OCHOBAH Ha WM3y4YeHUM PeHoTuna u
reHoTuna 6/AM3HeUOB ANA onpeaenieHnA CTeneHu BAUAHUA
cpeapbl Ha pa3BUTUE PA3/IMYHbIX MPU3HAKOB.

- B 1876r ®.lanbTOH NpeanoxKua MUCnoab3oBaTb 3TOT MeETOoA
ANA pasrpaHNUYeHuna BAINAHNA HAaCcNeOCTBEHHOCTM U cpeabl Ha
Pa3BUTME PA3/IUYHbIX MPU3HAKOB Yy Ye/l0BeKa.

- Hanbonee WHTEpPeCHbIMM  ANA  M3YYEeHUA  ABNAIOTCA
ogHosNUEBble 6aM3Heubl, T.K. OHU MMEIT OJNHAKOBbIN
reHeTUYeCKMi matepuan, Bceraa ogHoro nona. CxoacTtBo y
Takux 6nam3HeuoB no4ytn abcontotTHoe. Menkume pasnnymsa
MOTYT 06 BACHATLCA BAUAHMEM YCNOBUIN PA3BUTUA.



bsi3Hell0OBBINM MeTO/

- BAnsHeuoBbIM MeToA, No3BOANAET OnpeaenuTb CTeneHb
NPOAB/MIEHNA NPU3HAKA Y Napbl, BAUAHME HAC/EACTBEHHOCTU
1 cpeabl Ha pa3BUTUE NPU3HAKOB.

- Bce pasnnuma, KoTopble NpPOABAAKOTCA Y OAHOANLEBLIX
6A1n3HEeU0B, MMELWMX OAMHAKOBbLIM TFE€HOTUMN, CBA3aHbl C
BAMAHMEM  BHEWHWUX  yCcnoBUW. bonbwon  mMHTEpec
npeacTaBNAOT C/ly4aun, KOraa Takaa napa bblia No KaKUM-TO
nPUYMHAM pa3/lydeHa B AeTCcTBe U O6aM3Heubl pocin U
BOCMUTbLIBA/INCb B PA3HbIX YCNOBUSAX.

- Takmm obpasom, 6/11M3HELOBbIN METOA NO3BOJIET BbIABUTb
poNb reHotuna wu ¢aKTopoB cpeabl B POPMUPOBAHUMU
NPU3HaKa



MeToAbl U3y4YEeHHS OJIM3HEL 0B

1.CpaBHEHME oOAHOAMNLEBbLIX 6OAM3HEUOB  MmexXay coboun
(BHYTpMNapHoe cpaBHEHME)

2.9KCNepMmMeHTanbHOE CpaBHEHMEe oaHoAauueBbiXx 6/1M3HeLOoB
(KOHTPO/IbHO-6/1M3HELLOBbLIX MeToA,)

3.CpaBHeHUE 0AHOANLEBbIX C ABYANULLEBLIMMU
4.CpaBHeHMe 6/1M3HELOB C APYrMMM BpaTbAMM U CECTPaMU

5.CpaBHeHMe oaHOANLEBbIX 6113HEL0B, BbIPOCLLIUX OTAENbHO, C
BbIPOCLUMMMN BMECTE



[lony/AIMOHHBIA METO/,

[onynALMOHHbIN MmeToza n3yyaer PacnpoCTpaHeHHOCTb
HacneACTBEHHOW NaTo/NOrMM B 3aBMCMMOCTM OT Aemorpadpuyeckom,
3THUYECKOM M APYrnX ocobeHHOCTel NOMyNALMKM, a TaKKe pasnnyun
dbaKTOpPOB BHELLHEWN Cpeapbl.

MonynaunMoOHHO-CTaTUCTUYECKME MeToAbl MCNO/b3YIOTCA ANs
onpeaeneHua:

YaCTOTbl reHOB U TreHOTUMNOB B NONYNAUNAX,
cteneHnm retTepo3nrotTHOCTN U KIMHNKO-TEHETUYECKOTO nonmmopcbmma;
UameHeHumne 4aCtoTbl reHoBs No4g BJindAHNEM 0T6opa;

cTeneHb BAMAHMA GAKTOPOB MOMNY/IALMOHHOM AMHAMMKM HA 4acToTy
reHOB N KNMHNYECKUX GEeHOTUMOB;

cTteneHb aKcnpeccnn reHos Noag BJINAHUEM CPEOOBbBLIX d)aKTOpOB,'

CTeneHb mexnonyaiayunoHHoOro reHetTn4yeckoro pa3Hoo6pa3Mﬂ
Pa3NIN4HbIX NONYAAUNN,

TMN HacneacTBEHHOM nepepayn 3aboneBaHMA B UCCAeAyEMbIX
nonynaumax



[lony/IsIMUOHHBINA METO/,

B 1908 roay aHmunmMckmm matemaTtukom X, Xapau (G.M. Hardy)
N Hemeukum Bpadyom B. BamHbeprom (W. Weinberg) 6bin
YCTAHOB/NEH 3aKOH, OTParkaloliMi COOTHOLUEHWE TEeHOTUNOB B
pAAY NOKONEHUMN.

CornacHoO 3TOMY 3aKOHY B psay [MOKO/NIEHUMN CoXpaHsaeTca
paBHOBECUE TFeHHbIX YaCTOT M YacTOT FeHOTUMNOB, €C/IN HUKaKue
ocobble paKTopbl HE HapyLLAlOT 3TO paBHOBECHE.

Mpu n3meHeHnn nobOro 13 ycioBuin PaBHOBECUA COOTHOLLIEHUE
YNCNEHHOCTN 0OOMX reHOB HapyLuaeTcs.

K 3tum ycnoBMam OTHOCATCA KPOBHOPOACTBEHHble 6paKu,
YPOBEHb MUTPaLUOHHbIX npoL,eccos, orpaHuyYeHue
CKpelinBaHuA, MYyTaLUuM, cTeneHb N30/IMPOBAHHOCTHU
nonynauum, otébop m ap.

MNpu paccmoTpeHnn 3akoHa Xapam-BantHbepra valle Bcero peyb
naet o 601bWON NAHMUKCHOM NONYAALUN.



OpraHusanua MeJUKO-TeHEeTUYEeCKOM Cay»0bl B PecniybJivike
beJsiapych

B Pecnybanke benapycb Bblaensto 4 ypoBHA OKa3aHUA
MeANKO-reHETUYECKON NOMOLLN:

- [lpaKkTHM4Yeckme Bpadmn pasHbix CrneumnasbHOCTEN, KOTOpbIE
OCYLLEeCTBNAIOT NEPBUYHOE BblAENEHMNE rPYyNnbl UL,
MMEeKLLIMX MPU3HAKW HAacneaCTBEHHOW NaToN0rMu UAn
HY»KAOLWKUXCA B MeAUKO-TEHETUYECKOM
KOHCYbTUpOBaHUK/

- Meauko-reHeTUYecKkne KabmHeTbl, OpraHM30BaHHbIE NPU
061aCTHbIX Meay4YpeXAEHNAX NN B KPYMHbIX FOPOAaX



OpraHusanus MeJUKO-TeHETUYECKOM CIYKObI B PecniybJivke
benapycsh

- MeauKo-reHeTUYeCKMMMN KOHCYNbTaL Uy,
OpraHM30BaHHbIe NpU pecnybaNKAHCKUX N1e4ebHo-
AMNATHOCTUYECKUX MeayYperkaeHUAX

- benopycckuni Hay4HO-UCCNea0BaTENbCKUM UHCTUTYT
HacneaCcTBEHHbIX U BPOXKAEHHbIX 3aboneBaHUM
YyesoBeKa.

- [Moppa3symeBaeTca, YTO KarKabl NocneayoLmnm
YPOBEHb NO3BONAET peLLlaTb BO3pacTatoLme no
C/IOKHOCTU AMArHOCTUYECKUE, eYyebHble,
OpraHu3auUMOHHbIE, Hay4Hble BONPOCHI



[lokazaHus AJis HaNlpaBJIEHUS HA KOHCYJIbTALUIO
B MEeIMKO-TeHETUYECKHE
KaOUHETbI (KOHCYJIbTAL|UH )

HacneactBeHHbIN agedeKT noao3peBaeTca, M A/ YTOYHEeHuUA
AnarHo3sa TpebyloTca reHeTM4Yeckme metToabl MccneoBaHumA.

e /1narHo3 HacneacTBeHHOM B0o1Ie3HM NOCTaBNAEH, HO NpobaHAa
WM €r0 POACTBEHHMKM XOTAT 3HATb NPOrHO3 AnA byayLiero nam
V)K€ MMetoLLLeroca NnoToMcTBa.

B cembe npeanonaraetca poxaeHue 601bHOro pebeHKa no tem
AN UHBbIM NPUYMHAM (KPOBHOPOACTBEHHbIN HBpak, npuem
JIEKAPCTB BO Bpema bepemMeHHOCTU, BUPYCHble 3aboneBaHuUA
bepemeHHOMN U T.4.).

- Hanwnume aHanornyHbix 3abonesBaHnn Mam CMMNTOMOB \
HEeCKOJ/IbKUX Y/1EHOB CEMbBM.



[lokazaHus AJis HallpaBJIeHHWs Ha KOHCYJIbTALU IO
B MeJJUKO-TeHEeTUYEeCKHE
KaOMHEeThI (KOHCYJIbTALlMU)

OTcTaBaHUe pebeHKa B GU3MYECKOM UM YMCTBEHHOM Pa3BUTUN.

Hannune AucnnacTUyeckux 4YepT pasBUTUA B COYETaHUU C APYrnmu
NaTONOrMYECKUMU NPU3HAKAMU: HU3KUI POCT, CYAO0POXKHbIN CUHAPOM,
nT.A.

BporKAeHHbIE NOPOKM PasBUTUA.
MepBUYyHOE HBecnioame y cynpyros.

MepBUYHaAA ameHopes, OCOOEHHO B COYETaHUM C HeadopPa3BUTUEM
BTOPUYHbIX NOJIOBbIX NPU3HAKOB.

[MpMBbIYHOE HEBbIHAWIMBaHUE BepeMeHHOCTH.

HenepeHocMMocCTb, OCOBEHHO C POXKAEHUA, MULLEBbLIX NPOAYKTOB W
NNEeKapCTBEHHbIX NpenapaTos.

KpoBHOe poacTBo poautenen 60ibHOro pebeHka.



