MeToabl M3y4eH|
HacnencrtBeHHOM

M3IMEHYUYUNBOCTW ‘-IeJ'IOBeK

KaK reHbl, XpOMOCOMbI 1 cpeaa dopMUPYIOT HacNeaCcTBEHHbIE
NPU3HaKM




[loueMy 3TO Ba)KHO




YpoBHU N3yvyeHUa HacnencTtBeHHOW
N3MEHYNBOCTU

MonekynapHbIn ypoBeHb

Ha 3ToM ypoBHe nayvatot JHK, reHbl n otoenbHble
MyTaunn. Takom aHann3 NO3BONAET TOYHO HAXOAUTb
N3MEHEHNA B HAaCNeaCcTBEHHOM MaTepuasne 1 cBA3biBaTb
NX C KOHKPETHbIMW NPU3HaKaMn NN 3aboneBaHnUaMM.

XpPOMOCOMHbIN YpPOBEHb

34ecb OLEHMNBAKOT YNCNO, POPMY N NEPECTPONKM
XpOMOCOM. IMEHHO TaK BbIABAAIOT KPYNHble HapyLLleHUs
KapnoTmnna, KoTopble MOryT CYLEeCcTBEHHO BAUATb

Ha pa3BUTUE OpraHM3Ma 1 340P0BbE YeNoBEKa.

MonynaunoHHbIN ypoBeHb

Ha nonynaumMoHHOM ypOBHE CPaBHMBAKOT YacTOTbl annenen,
HOCUTENBLCTBO MYTALLMN N PACNPOCTPAHEHHOCTb NPU3HAKOB
B 60NblIKMX rpynnax. 9TO MOMOraeT oueHuBaTb

HacneaCcTBEHHbIN PUCK M OCODEHHOCTU Pa3HbIX NONYAALUNNA.



[eHeanornyeckmnu
MeToa: aHaNn3
POAO0CNOBHbIX

Y70 nsyvaer mMetop

[eHeanornyeckni aHann3 NPOCIEKNUBAET Nepenavy
NPU3HaKa NO NOKoeHNAM oaHoM ceMbn. OH NOKa3bIBaET,
KaK HacneayeTtca 0cObeHHOCTb, M MOMOraeT cBA3aTb

€€ C KOHKPETHbIM TUNOM FreHeTUYecKon nepenadn.

YT0 MOX>KHO onpepennuTb

[1o poaoCNOBHOW YCTaHAaBNMBAKOT AOMUHAHTHbIN,
PeLeccUBHbIN, ayTOCOMHbIN N CUENNEHHbIN C MOIOM TUM
HacnegoBaHMA. 9TO 0COBEHHO Ba)KHO, KOraa NpM3HakK
NOBTOPSAETCA Y HECKONMbKNX POACTBEHHUKOB.

MpakTnyeckaa LEeHHOCTb

MeToa WWMPOKO NPUMEHSAIOT NPU CEMENHbIX hopMax
remMmodomnnnn, DanbTOHM3Ma, MYKOBUCLLMO,033a U HEKOTOPbIX
OHKoONornyeckmnx cnHgpomoB. OH NoMoraeTt Bpayvy OUEHUTb
PUCK 0219 NOTOMKOB M HanpaBWTb JanbHenuwee
obcnepoBaHue.




CpaBHeHMe OCHOBHbIX METOO0B
reHeTUYeCKoro aHaJm3a

. MeTop, UTOo nsyuaer UTo BbiABNSAET
CpaBHeHme MOKAa3blBAd€ET, UTO Ka>XaAbl MeTOO OTBEeYHaEeT

N peLllaeT cobCcTBEHHbIE AMAarHoCTUYeCcCKMe 3aaaun.
AHeynnonaum,

LinToreHeTnyeckum XpOMOCOMBI .
NepecTponku

MeTogbl He 3aMeHAT ApYr Apyra: BMEecTe oHu OatoT

bonee MOJTHYIO N TOYHYIO KapPTUHY Hac1eaCTBEHHDbIX v depMeHThI,
Bunoxmmmnueckumim

HapyLLleHl/IM MeTabonnThbI

HapyweHna obmeHa

YyebHada reHeTMKa 4yesnioBeka; obobLeHne no oCHOBHbIM MeTonaM MonekynspHo- MyTaumu, To4HblE

< HK, reHsl
aHann3a HacnengcTBeHHOU M3MEeHYMBOCTU reHeTu4YecKumn A BapuaHTbI




HYacTtoTa XpOMOCOMHbIX HapyLUEHUN
npuv rnpeHaTaJibHOU ANAarHOCTUKe

z YacToTa 3aMeTHO pa3myaeTca: Hanbonee pacnpocTpaHeHa B YactoTa Ha 10 000 poxaeHwuii
Tpucommna 21, Torna Kak tpucommm 18 n 13 BcTpeyatoTtcs

3HaAYNTEJIbHO peXXe N Yalle ConpoBoOXXOakoTCA TAXKENbIMU
HapyweHNAMN Pa3BUTUA.

[axxke pegkne aHeynnongnm UMeKT BbICOKYIO

KIMHN4YECKYKO 3HA4YNMOCTb, NMNO3TOMY PaHHEE

Tpucomusa 21 Tpucomusa 18 Tpucomus 13

LMTOreHeTnyeckoe obcrnegoBaHMe 0COOEHHO
Ba>KHO.

O6006LWEHHbIE aNMMOEMUONIOrMYECKNE OLLEHKIN; YaCcToTa BapbupyeT
B 3aBMCMMOCTM OT NONynauum n Bo3pacta MaTepu




LiInToreHeTnyeckun MeTon,

01

N3yueHune
KapuoTtuna

MeTtopn nccnepyetr
YMCIIO U CTPYKTYPY
xpomocoM. OcHoBOM
aHanM3a CNYXXUT
KapunoTunmupoBaHue,
KOTOPOE MO3BOIAET
YBUOETb MOJIHbIN
Habop XPOMOCOM
ye/l0BEeKa U 3aMeTUTb
KPYMHble OTK/IOHEHUA.

02

[loprortoBkKa
rnpenaparta

Ina nccnepoBaHms
NCNONb3YIOT
MeTama3Hble
MJACTUHKMU

1N crneumanbHble

MEeTOObl OKPalWMNBaHUA.

OHu penatoT
XPOMOCOMbI
Pa3TMYNMbIMU

M MOMOraKT OUEeHUTb
NX pasmepbl, opmMy

N XapPaKTePHbIE MOJ10Cbl.

03

YTo BbigBAdET

LinToreHeTnyecknm
aHann3 obHapy>KMBaeT
cnHapoM [layHa,
CUHOPOM
KnanHdenTtepa,
CUHOPOM
LllepeweBckoro—
TepHepa, a Takke
neneunn, oynamkaumu,
NHBEPCUU,
TPaHC/0KaL MM

N MO3aULN3M.

04

PesynbraT
nccnepoBaHud

ITorom ctaHOBUTCS
KapuoTmun —
nogpobHoe onmcaHmne
XPOMOCOMHOIo Habopa.
OHO Ba)XHO

015 NOCTaHOBKM
OMarHo3a, OLEHKMN
TAXKECTU HapyLUEeHUS

" Bblbopa OanbHeENLLEN
TaKTUKM obcnegoBaHuA.



MonekynapHo-
reHeTu4YeckKkue
MeToAbl

nupP
n cekKkBeHnposaHue

[P no3BongaeT 6bicTpo
YBENNYNTb HY>XXHbIN
yyactok OHK,

a CEKBEHMpPOBaHNE —
TOYHO NPOYUTATb €ro
nocnenoBaTeNbHOCTb.
BMecTe oHM noMorawoT
HaxoOUTb Qaxke
HebonblUMe N3MEHEHNS

ElSHan [ HK-
MUKpO4YMNbI

FISH BbigaBngaer
KOHKpeTHble y4yacTkmn OHK
Ha XPOMOCOMaX,

a MUKPOYUMbl MO3BONAIOT
CpaBHMBATb MHOXXECTBO
BapMaHTOB
OQHOBPEMEHHO. IT!N
MeToAabl YO006HbI

ONnga NovcKa geneunu,
OYyNANKauum n opyrmnx
nepecTpoek.

Kakue namMeHeHus
obHapy)xusatoT

MonekynapHbl aHann3
BblABNAET TOYEYHbIe
MyTauUWKn, BCTaBKM,
neneunm n nHble
N3IMEeHeHUda

B KOHKPETHbIX FeHax.
OH ocobeHHO noneseH,
Korga HapylleHue
CBA3aHO C OAHWUM
haecotobheHHDNRAIKEH

MeToabl LWMPOKO
NPUMEHSAIOT

NpwY ANAarHOCTUKe
MYKOBMCLMO033,
dbeHnnKeToHypmum

N CNUHANBbHOWN MbILLEYHOW
aTpodunn. OHM NnomMoratoT
noaTBEPANTb AMATHO3,

a TaK>ke BbIABUTb
HOCUTENbCTBO

y 300POBbIX
DOOCTBEHHWMKOB.




DTanbl MonekynapHoro aHanumsa [AHK

[locnepoBaTenbHOCTb TabopaTOPHOro nccriegoBaHMsa OT NonydeHnsa obpasua 40 KIMHUYECKOro BbiBOa

Bbigenenve MLP /

CpaBHeHue Mounck
OaHHble aHanus OBHapyXeH N HTepnpeTauua 3aKn4yeHne
C pedepeHcom BapuaHTa

|

O6paseL, nocTynneHue MOAroTOBKA

AHK

CeKBeHMpoBaHne




bunoxnMmmyecknnm meton

(PepMeHTHaAa aKTUBHOCTb i MeTabonunTbl B KPOBMU

MeTopn oueHmnBaeT paboTy PepMEHTOB, OT KOTOPbIX 3aBUCUT AHann3npyroT cocTaB 6ENTKOB M KOHLEHTPALUMIO MPOMEXKYTOYHbIX
obMmeH BellecTB. Ecnmn dbepMeHT He hYHKLUMOHUPYET HOPMaJIbHO, NPOoayKTOB obMeHa. [1o0 nx ypoBHIO MOXXHO 3aMEeTUTb

B OpraHM3Me HaKan/JMBaloTCAa ONacHble BeLlecTBa 1amn, HaobopoT, HacneaCTBEHHbIE HAPYLUEHUS eLLE 00 NOABIEHUSA BblPa*KeHHbIX
He 06pa3yloTCA HY>KHble COeMHEHUS. CMMMNTOMOB U OCJTOXKHEHUN.

Z TunuyHble 3aboneBaHus HeoHaTanbHbIA CKPUHUHI

Buoxmmmnyeckuii aHanms noMoraeT JUarHoCcTMpoBaTb Ocobyto LLeHHOCTb METO, UMEET B NEPBbIE AHW XKU3HUN pebEeHKa.
heHUNKeToHYpUIo, rasiakTosemmio n bonesnb Tea—Cakca. PaHHee BbIABNEHME HapyLLUEeHW NO3BOAET HauyaTb SiedeHune
119 Taknx COCTOAHUM Ba*KHO onpenenTb He TONIbKO Hannvme cpa3y, Noka 60/1e3Hb He ycrnena NoBpeanTb HEPBHYIO CUCTEMY
60M1e3HU, HO U CKOPOCTb €€ Pa3BUTUA. N Opyrue opratsbl.
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[TonynaumMoHHO-CTaTUCTUYECKUN aHaANU3
HacneacTBEHHbIX MPU3HAKOB

z CpaBHeHMe rpynn nokasbIBaeT, YTO YacToThbl B MonynAumsa A Monynauma b

Monynauna B
MPN3HAKOB MOIyT 3aMETHO Pa3J/1IM4aTbCH Oa>Ke 20 I yml

npm ogHOM U TOM >Xe HacJ1ieACTBEHHOM
15

BapuaHTe.
10

Pa3nnuns Mexxay nonynaunamMmm noMoraroT >

oueHnMBaAaTb HOCUTEJIbCTBO U NMPOIrHO3NPOBATb Ojl .

PUCK HaclegoBaHMNA TOYHeEe., YeMm annen®

pep
Mo OTAENbHbIM C/TyYasaM.

YuebHasa cxeMa rno nonynaunoHHOM reHeTUKe YenoBeKa;
NNNIOCTPAaTUBHbIE OaHHble




COoBnageHue reHoB y ABysAnLEBbIX 611M3HeL, 0B

5 O 0/ B CpeiHEM TaKoe e, KaK y 06bluHbIX 6paTbeB

n cecrep.

Y4ebHbIN KypC Mo reHeTMKe YesioBeKa

DTO NMO3BONIAET oTAEe/INTb BKJ1a HacC/1eACTBEHHOCTU OT BJIMAHNA CpenDbl

NPV U3YYEHUU CITOXKHbIX MPU3HAKOB U 3aboneBaHUN.
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HepMmatornndmka n dpeHoreHeTUKa

01

PucyHku rpebHemn

[HepMaTornndrka naydaer y30pbl
Ha NasbL,aX N NagoHAX, KOTopble
dbopMMpytoTCa eLwe 0o poXKaeHus
N COXPAHATCA BCIO XXNU3Hb,
MO3TOMY MOIYT C/TYXKUTb
O0MNO/THUTENbHbIMU
HacneacTBEHHbIMU NPU3HAKAMMW.

CBSA3b C reHOTUMNOM

ConocraBneHune
oepMaTornnpmniecKkmnx
ocobeHHOCTEN

C HacneacTBEHHbIMU CUHOPOMAMU
nomMoraeTt obHapy>KMBaTb
yCTOMYMBbIE KOMBMHaLUK
NMPU3HAKOB, XOTA TaKOW MeTo

He 3aMeHSAET MOJIEKY/IAPHYIO

NN LNTOreHETUYECKYIO
OUVNArHOCTUKY.

03

[eHoTUN M cpepna

QPeHoreHeTKa paccMaTpUBaET,
KaK OOMH N TOT K& reHOTUM
NPOABASAETCA NO-PaA3HOMY

noa OeNCTBMEM YC10BUM
PA3BUTUNSA, NUTAHUSA, BO3PaCTa
N Opyrmx bakKTopoB cpenbl.




[lpeHaTanbHaA M HeEOHaTa/IbHaA

02

f"
O6cnepoBaHue o poXKaeHud MHBa3uBHaA npoBepKa
Y3 n bnoxmmMmyueckmnm AMHUOUEHTE3 1 nccnegoBaHme
CKPUHUHI MOMOratoT BOPCUH XOPMOHa JatoT
3ano0003PUTb PUCK MaTepuan gnd aHanm3a
XPOMOCOMHbIX HapYyLUEHUN eLLle KapmoTmna N HEKOTOPbIX MEHOB,
BO BpeMsa bepeMeHHOCTU MNO3TOMY MO3BOMAIOT
N BblbpaTb, HYy>KHbl N1 6onee noaTBEPOUTb OMarHo3
TOYHbIE MHBA3MBHbIE 00 POXKOEHNA pebeHKa.

03 04

o

-

-
|

Rad

L
e

PaHHWUM cTapT neyeHusa [Monb3a pnsa ceMbu g!
HeoHaTanbHbI CKPUHUHT Pe3ynbTaTbl 3TUX MCCNeaoBaHUM —
NPOBOAAT B MeEPBbIE OHU XU3HW, NoOMOratoT BpayvaM 1 poanTenam

YTOObI BBIABUTDb 3apaHee 06cyanTb NPOrHo3,
HacnencTBeHHble 60e3HM NPOodPUNAKTUKY N OanbHeWLIee

obMeHa 0 NoABAEHUNA TAXKENbIX HabnoaeHWe, He OOXKNOAACh

CMMMNTOMOB N Ha4aTb Teparunio HeO6paTl/IMbIX OCOXXHEHUN.
KaK MO>XXHO pPaHbLUE.

14



[lpenMyLlecTBa  orpaHUYEeHUa MEeTo40B

CunbHas
MeTop OrpaHunyeHue
CTOpPOHa
[eHeanornyecknnn | JocTtyneH 3aBuCUT OT CBEIEHNIA
. | Bungnt He BngnT TO4YEeYHble
LinToreHeTnyeckmnm
XPOMOCOMBI MyTaLnu

MonekynsipHbIN

OuyeHb TOYHbIN

CnoxeH n popor

z CpaBHeHMe NOoKa3bIBAET, YTO BbIOOp MeToda 3aBUCUT

OT YPOBHS HapyLUEeHUsA N Lenun nccnegoBaHus.

z Hu oguH MeTon He Oa€T NO/IHOro OTBETaA CaM
no cebe: HanbonbLLyO TOYHOCTb obecneymBaeT

NX coYeTaHUne.

YyebHoe 0606LeHe No MeToaaM reHeTUKM YesioBekKa
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KoHdupeHUumnanbHOCTb

[eHeTn4YecKne gaHHble OTHOCATCA K 0Cc060
YyBCTBUTENbHOW MHOPMaLUK, MOTOMY YTO
3aTparvBatoT HE TO/IbKO CAaMOro YesIoBeKa, HO U ero
61MONOrMYecKnX PoaCTBEHHUKOB.

3alwmnTa pe3y/ibTaToB

JlocTyn K gaHHbIM O0/1>KeH ObITb OrpaHMNYeH,

a XpaHeHWe 1 Nepepada pe3ynbraTtoB TpebyloT
CTPOrmx Mmep 6e30MnacHOCTU, UCKNOYaAIOLLLUX
HeCaHKLIMOHMPOBaHHOE UCMO/Ib30BaHMe.

DTUKA B reHeTU4YeCKnX nccrengoBaHuax

NHdopMupoBaHHOe cornacue

[lepen aHa/IM30M YenoBeK O0/IKEH MOHUMATb Leb
nccnenoBaHMA, BO3MOXHble NoceacTBuS

N OrpaHnYeHns pesynbTaTta, YToObl NPUHATL
OCO3HaHHOoe pelleHne 06 obcnepoBaHUM.

[MlpaBo 6e3 AoMCKPUMMHaLLNU

[eHeTUYecKne 0COBEeHHOCTU He OONKHbI
CTaHOBUTbCH OCHOBAHMEM O151 OTKa3a B 0b6yveHuu,
paboTe UM MeanLMHCKOM NMOMOLLU; 0COBEHHO
OCTOPOXKHO criegyeT obcnenoBaTbh
HecoBepLUEeHHOETHUX.
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KaK BblGpaTb MeTo, reHeTUYEeCKOro
nccnepoBaHus

[locnepoBaTeNnbHOCTb BbibOpa 3aBUCUT OT »Kalob, CEMEMHOro aHaMHe3a 1 NpeanosiaraeMoro YpoBHSA HapyLLeHUs.

HacneaCTBEHHOIO pum

YXanobbl Kakown tun

M aHaMHe3 HapyLueHna?

IponocnosHuel
OMOCOMbq

XpomMocoMHas
KapunotunuposaHue
aHomanus
/ MLP / 6uoxmnumus

[CeKBeHMpOBaHMe]

MyTaums
OJHOro reHa

HapyweHune
obmeHa




[TpumMepbl
NnPUMeHeHna
B MeauuunHe

XpOMOCOMHbLIEe HocutenbcrtBo
CUHOPOMDI z MyTauum
LinToreHeTnuyecknm ObcnepoBaHue

aHanM3 NnoMoraeTr
NOATBEPXXAATb CUHAPOM
IayHa n gpyrume
aHeynaongumn, Korga
HeobXxoanMo YBUAETb
He OTAeNbHbIW reH,

a BECb XPOMOCOMHbIN
Habop.

MoHoreHHble

6onesHun

MonekynapHbie MeToabl
MCNONb3YIOT A9 NOUCKA
MyTau N

npuv MyKoBMUCLMAO03E,
remMoumnnnu

n beHNNKeToHYypuN,
YTOObl YTOUYHUTb AMArHO3
" BblbpaTb AasnbHeNwWwee
HabnwaeHue.

NO3BONAET BblaBAATb
6eCCMMNTOMHbIX
HOCUTEeNnewu, 4Yto
0COOEHHO Ba*<HO
ONa MeanmKo-
reHeTUYecKoro
KOHCYNbTUPOBaHUSA

N OLUEHKW PUCKA

bhamaeuaeméamw

p oneBaHMNEM.

[pn cemenHbiX dbopMax
OHKOJTOMrMYEeCKnNX
3aboneBaHumn
reHeTUYeCKMM aHanm3
NoMoraeT onpenennTb

npenpacnonoxXeHHOCTb,

npoayMaTb
NPOoOUNAKTUKY
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[lpakTyecKkoe 3HaYeHne MeTo0B B reHeTukKe

HEJ/10BEKA

z Hanbonbluyto TOYHOCTb 4atOT MeToabl MPAMOro
aHa/iM3a HaceacTBeHHOro Matepuana,
a JaHHble CEMbM 1 MOMNYNAAUNN YCUTNBAIOT
MHTEPMNPETALUIO pe3ybTaTa.

z Jlyulmm KNNHNYeCKni apdeKkT goCcTUraeTcs

Npu codeTaHMM METOO0B: OOUH BblABAAET
HapyLleHne, opyrom yTouHAeT PUCK
N MOMOraeT NpoMuIaKTUKe.

B LinToreHeTnyeckuii

MonekynspHo-reHetnuecknii [ Broxumnuecknia

B cHeanornueckuii n NonynALNOHHbIIA

T

JnarHoctuka [1IporHos MpodnnakTuka

YyebHaa cxeMa No MeauLMHCKOW FreHeTUKE; UNJTIOCTPaTUBHbIE
OLLEHKMU




[eHeTUuKa
yesioBekKa:
TOUYHOCTb Yepes

coyeTaHue
MEeTO40B

MeToabl N3yyeHnda HacneacTBEHHOM

M3MEHYMBOCTU HE KOHKYPUPVYIOT,
a JONOSTHAT APYr Apyra: OaHW BbIABAAIOT
MyTauUWKn, OpYyrme oLeHMBAOT PUCK, TPETbU
NoMoratoT YBUOETb BINSAHME cpebl

n nonynaunn. Bmecte oHM penatoT
ONArHOCTUKY TOYHEEe U NPOPUNAKTUKY

paHbLLe.




