@ LUKOJIbl POCCUU Buonorus EI3 « Ypok 13

Ypok 13. l'eHeTuka yenoBeka

MeToabl reHeTUKn Yenoseka, poaocCnoBHbIE, KapunoTun, HacneaCcTBeHHbIEe NMPU3HaKn U pacqéT
reHeTn4eCcKnx BepOﬂTHOCTeVI.

70+ — obsasarenbHoe 9apo; 80+ — obbscHeHMe MexaHu3moB; 90+ — yrnybneHne n nepeHoc 3HaHUN.
OTO OPMEHTUPLI CNOXHOCTH, a He obellaHne 3Kk3amMmeHaunoHHoro 6anna.

CopepxaHue

01. lNo4yemy reHeTUKy YernoBeka U3yyatoT CUCTEMOWN B3aMMOOOMNONHALWMX MeTogoB - 70+

02. l'eHeanornyecknii MeTog 1 ycroBHble 0603Ha4YeHns pogocnoBHon - 70+

03. AyTOCOMHO-OOMMHaHTHOE N ayTOCOMHO-PELIECCUBHOE HacrnegoBaHue - 70+

04. X-, Y-cuenneHHoe 1 MUTOXOHAPUanbHoe HacnegoBaHne B pogocnosHom - 80+

05. LiutToreHeTnyecknin MeTog, KapmuoTun u kapmorpamma - 70+

06. HepacxoxaeHne xpomocom B Menose - 80+

07. bnnsHeLoBbIN METOA: BKNag HacneacTBEHHOCTU U cpefbl - 70+

08. BMOXMMUYECKMIA, MONEKYTSPHO-TEHETUYECKUIA 1N NOMYNALNOHHO-CTaTUCTUYECKUIA MeToabl - 70+
09. HacnegcteeHHOe, BPOXKAEHHOE N NPUOBPETEHHOE - pa3Hble OCHOBaHUSA Kraccudukaumm - 70+
10. Meaunko-reHeTn4eckoe KOHCYNbTMPOBaHME: OT 3anpoca kK 000CHOBaHHOMY pucky - 80+

11. NeHeTpaHTHOCTb, 3KCNPECCMBHOCTL, MO3aULM3M Y FEHOMHbIA UMAPUHTUHT - 90+

12. Kak paboTtaTb C HENOTHOM UI NPOTUBOPEYNBOW pOAOCHOBHON + 90+

13. BeposiTHOCTb B pOAOCIIOBHOW: A0 YCIOBWS, NOCNE YCroBUsS 1 ANA Kaxaon 6epemeHHocT - 80+
14. CbanaHcupoBaHHble NEPECTPONKN, MO3aNYHbIN KApPUOTUM 1 Npeaen uMtoreHeTukn - 90+

15. NHTepnpeTaumnsa MONeKkynspHoro pesynbTaTta: BapMaHT He paBeH anarHosy - 90+

16. Kak cTponTb AokasaTternbHbl OTBET N0 METoAY reHeTuKn Yyernoseka - 80+

17. BnnsHeuoBLIN MeToA 6€3 yNpoLLEHWIA: KOHKOPAAHTHOCTb, Cpeaa v rpaHuubl BoiBoga - 90+

18. Pacuét pucka HocuTenbcTBa Nocre nonyyvyeHms HoBom nHdopmauum - 90+

19. Bbibop meToga no macwtaby nsmeHeHus: kapuotun, FISH, mrukpomaTpuua n cekseHupoBaHue - 80+
20. MNonynsumMoHHbIEe YacTOoThl M BEPOATHOCTb HocuTenbcTBa - 90+

21. duHanbHas npoBepka rotoBHoCcTH - 90+

22. AICTOYHMKM 1 rpaHuLbl y4ebHbIx Mogenen
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@ LLUKOJbl POCCUMN

01. NMoyeMmy reHeTUKY YenoBeKa U3y4aroT CUCTEMOW

B3aMMoaononHsAwwmnx metoaos - 70+

Buornorusa EIF3 « Ypok 13

[ns yenoBeka HEBO3MOXHbI nrnaHupyemble cKkpelinBaHna 1 nonyvyeHne MHOrodncrieHHoro notomcTea no
Bbl60py nccregosartens. NokoneHnsa ofvHHbIE, CEMbU MarO4YMCIIEHHbI, ycnoBua cpenbl HEOAHOPOAHbI, a
MHOrme npmusHakm 3aBUCAT OT BO3pacTa U NEeHETPAHTHOCTMW. I'IoaTomy BbIBO[ CTPOAT MO COBOKYMHOCTU

CeMeNHbIX, KNEeTOYHBbIX, MONEKYNAPHbIX 1 NONYNAUNOHHBLIX OaHHbIX.

Kaxgbin MeTog oTBeYaeT Ha CBOM BOMPOC M MMEET npeaen paspelueHnsi. PogocnoBHas nokasbiBaeT
HanpaeneHve nepegadn, Ho He BUOUT KOHKPETHYI0 3aMeHy HykrneoTuaa. Kapuotun obHapyxunsaeT
FVILLIHIOI0 XPOMOCOMY WK KPYMHYIO NEPECTPOVIKY, HO BOMbLUMHCTBO TOYEYHbIX MyTaLUi ANst HErO CINLLKOM
Marbl. MonekynspHbIn TecT BUAUT BbiIGpaHHbI yyacTok HK, HO ero oTpuuaTenbHbIn pe3ynbTaT He
UCKNtoYaeT N3SMEHEHNS B JPYrOM reHe.

MeToabl reHeTUKM YernoBeKa: 00bLeKT U BON pocC

[[eHeanornyeckuin
PopocnoBHas — HacnegoBaHue

LinToreHeTnyeckui
XpOMOCOMBI — YUCIIO U CTPYKTYpa

MonekynapHbIA
JHK — nocnegosaTenbHOCTb

BnusHeyoBbIN
CxogcTeo — reHoTUn 1 cpeaa

Buvoxnummieckuin
depMeHT — yHKUNA 1N 0OMeH

MonynAUWOHHBIN
Boibopka — 4vacTtoThbl annenen

BOI'IpOC — HSMEPHEMbIﬁ 06LeKkT — MeTog — orpaHvW4eHWe BblBOOA.

PucyHok 1. MeToabl reHeTUKM YenoBeka 1 BOMPOChI, KOTOpble OHU pellatoT OpurnHanbHas yyebHas cxema noprana.

MeTopn

[eHeanornyeckni

BnusHeuoBbIn

LintoreHetnueckmin

Buroxummnyeckui

MonekynspHo-reHeTu4ecKuii

schoolotzyv.ru

MaBHbIN 06 BLEKT

CeMbA 1 NOKONeHnA

napbl 6nm3HeLoB

XPOMOCOMBbI

©enok, hepMeHT, MeTabonut

OHK nnn PHK

YTto yCcTaHaBnuBaeT

TN HacnegoBaHuA, puck

BKIa reHotuna u cpeabl

YUCIIO U KpynHble

nepecTporikn

HapyLLeHue dyHKLUN 1Unm
obmeHa

BapuaHT
nocrenoBaTenbHOCTH

OcHoBHoOe orpaHunyeHue

Maro NoTOMKOB, HEMOJTHbIE
OaHHble

obuas cpeaa v otbop
BbIOOPKM

He BUAUT BONbLUNHCTBO
TOYeYHbIX BApuaHTOB

adhhekT He Bceraa
yKa3sblBaeT OAWH reH

pe3ynbTaT 3aBUCUT OT OXBaTa
TecTta



@ LUKOIbl POCCUU Buonorus EF3 « Ypok 13

MeTopn FnaBHbIN 06bEKT Yrto yctaHaBnuBaeT OCHOBHOEe orpaHuveHue
MonynaunoHHo-cTaTUCTMYecK  BblIOOpKa HaceneHus 4YacToTbl annenen u He onpeaenseT reHoTun
ni npusHakoB OTAENbHOIo YerioBeka

Kntou. CunbHbIN OTBET HE NPOCTO Ha3blBa€T METOA, a CBA3bIBAET €ro 00beKT n paspelleHune ¢
NnocTaBJ1EHHbIM BOMPOCOM.

02. NeHeanornyeckun metToa U yCrnoBHble OOO3HaAYeHUSA
poaocnoBHou - 70+

eHeanornyeckuin MeTo NpPoOCnexXvBaeT NPU3HaK B HECKOMNbKUX NoKoneHnsix. Keagpat obo3HavaeT
MY>KUMHY, KPYT - KEHLUMHY, 3aKpaluvBaHWe - HarnmymMe uccneayemoro npusHaka. FopnsoHTanbHas nMHus
coeauHsaeT NapTHEPOB, BepTuKanbHasa BeAEéT K NHum notoMmctea. CTpenkon oTmevatoT npobaHaa -
yernoBeka, C KOTOPOro Havanocb UCCrneaoBaHNe CEMbM.

Kak untatb poaooOCIIOBHYHO

[] Myxunna (O Kenwuna @ Ecm npyskak

5 ?

[]
11-1 1I-2 1I-3 \ MpobaHn

3aKpallMBaHne OTHOCUTCA TONbKO K NPWU3HaKy, Ha3BaHHOMY B YCNOBMM.

PucyHok 2. CtaHgapTHble ycrnoBHble 0603HavYeHns 1 cBA3n B pogocnoBHon OpurMHanebHasa yyebHas cxema nopTana.

1. OTmeTbTe Non 1 PEeHOTUN KaXKA0ro YeroBeka; He A0AyMblBanTe OTCYTCTBYIOLLME CBEAEHMS.
2. lNpoBepbTe pacnpegernieHne no NOKONEHMAM 1 Mo Nosy.

3. Hangute nHpopmaTtnBHble nepegayn: 34opoBble poautenu - 6onbHon pebeHok; 6onbHOM oTeLl, -
[04Yepu 1 CbiIHOBbS; 6onbHas MaTb - AETW.

4. MpennoxuTe TN HacnegoBaHNs U Ha3HaYbTE annenu.
5. BoiBeanTe obsi3atenbHble reHOTUMNbI N3 GpakoB U MOTOMKOB.
6. MpoBepbTe Kaxabli oparMeHT POAOCITOBHOM U TOMbKO 3aTEM paccyuUTbiBalNTe PUCK.

OpauH manbiii 6pak peako aokasbiBaeT Moaernb. Cembs U3 ABYX AeTel MOXeT ClyYyailHOo He nokasaTb
oXxvgaeMoe paciienneHnue. NoaTomy UCNonb3yT BCIO POAOCIOBHY0 U (DOPMYNUPYHOT BbIBOA Kak MOAENb,
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@ LUKOIbl POCCUU Buonorus EF3 « Ypok 13

COBMECTUMYIO C AaHHbIMU, @ NP1 HEOAHO3HAYHOCTU npeanararT AOoNOJIHUTENbHOE UCCriegoBaHNe.

JloBywika EI3. 3Hak pogctBeHHOro 6paka He 03Ha4vaeT Hanuudme 3aboneBaHusa. OH NokasbiBaeT POACTBO
NapTHEPOB M NOBLILLIAET BEPOSTHOCTb BCTPEYM OAMHAKOBOIO PEAKOro peLecCMBHOIO annensi.

03. AyTOCOMHO-AOMMHAHTHOE U ayTOCOMHO-peL,eCCUBHOE
HacnepgosaHue - 70+
AyTOCOMHO-/J.OMVIHaHTHbIVI NpU3HakK npu NOJIHOMN NeHeTPaHTHOCTH O6bl'-IHO Ha6mo,1:|,aeTc;| B

nocnegoBaTesibHbIX NOKONEHUAX, OANHAKOBO BO3MOXEH Y MYX4YUH N XKEHLWWH, a Yy YesioBeka C Npn3Hakom
€CTb poauTesib C NPU3HAKOM. I'Iepe,u,aqa OoTel-CblH BO3MOXHa, NOTOMY 4YTO JIOKYC HaxoguTca B ayTOCOME.

AyTOCOMHO-PELIECCUBHbIV NMPU3HAK MOXET NponycKkaTb NokoneHus. bonbHom pebéHok aa cnocobeH
poauTbCA y ABYX 300p0BbIX HocuTenen Aa. My>XUmnHbI 1 XKEHLLMHbI NOopaXatoTcs ¢ O4MHAKOBOW
BEPOSATHOCTbLIO. POACTBEHHLIE Bpaku NMOBLILLAOT PUCK UMEHHO NMOTOMY, YTO POACTBEHHMKN Yallle MMET
o0 pegkuin annenb oT obLero npeaka.

AyTOCOMHbIe MoAenu: NpoBepAeM reHoTunbl

[lomnHaHTHaa: Aa x aa PeueccusHana: Aa x Aa

[ O L] O

Aa aa Aa Aa
1/2 Aa — ¢ npusHakom 1/4 AA:1/2 Aa :1/4 aa
1/2 aa — 0e3 npusHaka Tonbko aa — C NMpUsHakom

MonHasn NeHEeTPaHTHOCTb. Manas ceMbA He o6a3aHa MNOBTOPATE 3TWU O0NA.

Pl/lcyHOK 3. AyTOCOMHO-,D,OMI/IHaHTHaFI M ayTOCOMHO-peLeccnBHasa poaoCrioBHbIE OpVIFVIHaJ'IbHaﬂ yqe6Haﬂ CcxeMa noptana.

Paso6paHHas 3apgaya. O6sa3atenbHble reHOTUNbI 340POBbLIX poauTenen

Ycnosue. Y AByx EHOTUNMYECKN 300POBbIX poanTenen poauncs pebeHoK ¢ peakum
ayTOCOMHO-PELECCMBHbBIM NMpU3Hakom. HanguTe reHoTunbl poanTenen n puck 6onbHoro pebéxka B
Kaxkgon crnegyrowen 6epeMeHHOCTMH.

1. BonbHOM PeBGEHOK MMEET aa M MOSTyYns Mo anmesto a oT KaXaoro poanTens.
2. Pogntenn 300poBbl, N03ToMy He aa. Kaxapbin 06a3aH ObiTb Hocutenem Aa.
3. B Aa x Aa notomku: 1/4 AA, 1/2 Aa, 1/4 aa.

4. Kaxxgas 6epeMeHHOCTb - HOBbI BEPOSATHOCTHbIV OMbIT; NpeablayLne poXaeHUs He MEHSAIOT reHOTUNMbI
poauTenen.
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OteTt. O6a poautens Aa; puck aa B kaxaon 6epemeHHocTn 1/4.

Pa3o6paHHas 3apgava. YcnoBHasi BepOATHOCTb HOcuTenbcTBa 2/3

Ycnosue. Pogutenu Aa x Aa. Nx B3pocnbii pebEHOK heHoTMnuYeckn 300poB. KakoBa BEPOSTHOCTb, YTO
OH HocuTenb Aa?

1. Jo y4éta dheHoTUNa BepoATHOCTU reHoTmnoB: 1/4 AA, 1/2 Aa, 1/4 aa.
2. YcnoBue «300poB» uckntodaeTt aa. Cpeam 340opoBbix ocTatoTes oavH Bknag AA 1 aBa Bknaga Aa.
3. BeposTHOCTb HOCUTENBCTBA CPpeAun ocTaBLUMXCA pasHa 2/(1 + 2).

OTBerT. 2/3.

Jloywika EIM3. «[puaHak nponyckaeT nokoneHne» - He abCcontoTHbIN KpUTepuin. JJOMMHAHTHbLIV MpU3HaK
MOXET ObITb CKPbIT HEMOSIHOM NEHETPAHTHOCTLIO, @ PELLECCUBHbIN BCTPEYATLCHA B HECKOMbKMX MOKOMNEHMSAX
nogpsa.

04. X-, Y-cuenneHHoe 1 MUTOXOHApPUanNbHOe HacnegoBaHve B
poaocnoBHou - 80+

Onsa X-cuenneHHOro peLeccnBHOro nNpu3Haka xapakrepHbl 6onee Yactoe NpPosBreHNe Yy MY>XHUH 1
OTCYTCTBME Nepedayn oT oTua K cbiHy. bonbHo oTel nepenaét ceon X BceM govepsam. [Ang
X-cLenneHHoro JOMUHaHTHOro NpuaHaka Bce Jovepu 60NbHOro OTLa Nnony4vatoT annenb, a CbIHOBbS
nony4atoT ero Y 1 He HacneayoT aToT X.

Y-cuenneHHbI NPU3HaK npu NosIHOM NPosiBNEHNN NepeaaéTca OT OTLa BCEM CbIHOBbAM WU HU OOHOMN
poyvepun. MUToxoHapmanbHbIN BapuaHT nepefaéTtcs Yyepes untonnasmy SnuekneTkn: MmaTb MoXeT
nepenaTtb ero getam noboro nona, otel, 06bl4HO He NepefaéT. BbipaxkeHHOCTb MOXET pas3nuyaTbes U3-3a
reTeponnasmMun - pasHon SO MyTaHTHbIX MUTOXOHAPWI.
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HanpaBneHusa nepenayun: annenb U deHoTUN

X-cneynuyecknii nokyc Y-cneunguryeckmi Nokyc
Otey — X BCcem go4yepam OTel — BCEM CbIHOBbAM
CbIHy oTel nepefaét Y Houepam Y He nepenaétcs
MuTtoxoHgpuansHas JHK AyTOCOMHBIWN NOKYC
MaTb — geTam o6omx nonos Pogutens nwoboro nona
MNposiBNeHne MOXET pasnuyaTbCs — pebéHky ntoboro nona

CoenageHune CDEHOTHI'IOB OTUa M CbiHa ELIJ'é He OOoKa3blBaeT nepejaqvy annens.

Pl/lcyHOK 4. X-cuenneHHoe, Y-cuenneHHoe n MUTOXOHApWanbHOE HanpaBneHna nepeanayun OpMI'I/IHaJ'IbHaH yqe6Haﬂ cxema
noprtana.

Paso6paHHas 3apgauva. NpoBepka X-cuenneHHON peLecCuBHOM Moaenu

Ycnosue. Y 300pOBON XEHLLUMHbBI €CTb B0MbHON 0Tel, ¢ X-CLENNEHHbIM peLeccuBHbIM nNpuaHakom. OHa
BCTynuna B 6pak co 300pOBbIM MY>XYMHOW. HargnTe 0653aTeNbHbIV FEHOTUM XEHLLMHbI U PUCK BONBHOrO
CblHa cpean Bcex oeTen.

1. BonbHoM oTel, UmeeT X2Y 1 nepenaét X2 Bcem gouepsiv.

2. XeHLwwmHa 3gopoBa, NO3TOMY BTOPOM annesb X JOMKeEH ObiTb XA; eé rerotun XX

3. MyxuuHa XAY . BonbHol cbiH [omkeH BbITb Myxckoro nona (1/2) n nonyunts X2 ot matepu (1/2).
OTBeT. XXeHLuHa XAXa; puck 6onbHOro cbiHa cpeawn Bcex aeten 1/4.

* MNopTBEPXAEHHAS Nepedaya OAHOro 1 TOro XKe annens oT OTUa CbiHY UCKIIOYaeT ero fiokanumsauuio B
X-cneundunyeckon obnactu. Npoctoe coBnageHne eHoTmna y otua 1 cbiHa 3TOro He A0Ka3bIBaET:
CblH MOT MOMYyY1Tb ApYyron X-CuenneHHbIn annenb oT Matepu. AyTocomHas, Y-cuenneHHas v
nceegoayTOCOMHasA MOLENM AOMyCKatoT OTLIOBCKYO NepeaaYy CbiHy.

* MposiBNeHne TonbKo Yy My>X4nH camo no cebe He gokasbiBaeT Y-cuenneHune. NMNocnegoBaTenbHas
nepegava oT OTLa BCEM CbIHOBbSIM NoAAEPXKUBAET 3Ty MOAErb; B HEGONbLUOW CEMbE HYXKHO
NpoBEepPUTb 1 anbTepHaTMBbI.

* Mepenaya ot 60nbHOrO OTLA BCEM A0YEPSIM U HU OOHOMY CbiHY NoadepXkuBaeT X-CLenneHHyo
AOMWHAHTHYIO MOJEnb.

* MNepenaya TONbKO Yepes maTepeli NoaAePKNBAET MUTOXOHAPMATBHYO MO/ENb, HO BbIPaXKEHHOCTb
MOTOMKOB MOXET 6bITb HEO4MHAKOBOW.

Nosywka EIS. He nytavite X-cuenneHne ¢ NpM3HaKoM, OrpaHUYeHHbIM NONoM. AyTOCOMHBIN annernb
MOXeT NPOosABIATLCA TOMBbKO Y OOQHOro nona, Ho nepefaBaThCs vYepes nogert 06omx nornos.
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05. UntoreHeT4yeckumn metoa, KapmoTun U Kapuorpamma - 70+

LiuToreHeTuyeckunii MetToq UccrneayeT YUCIo U CTPOeHne XpoMocoM. KapnoTun - COBOKYMHOCTb NPU3HAKOB
XPOMOCOMHOro Habopa Buga n ocobu: Yncno, pa3mepbl, opma 1 ocobeHHOCTM xpomocoM. Kaprorpamma
- ynopsiio4YeHHoe n306paxkeHne XPOMOCOM MO FOMOJIOrMYHbLIM Napam.

HopmarnbHbIn comaTnyecknii Habop YenoBeka coaepXnT 46 XpomMocoMm: 22 napbl ayTOCOM M OOHY napy
NnosoBbIX XpomocoMm. 3anuncu 46,XX n 46,XY 0003Ha4at0T YMCIIO XPOMOCOM M XPOMOCOMHBbIV MOJT.
JononHuTensHy0 XpOMOCOMY yKa3biBatOT 3HAKOM MAOC, OTCYTCTBUE - 3HAKOM MUHYC.

Kapuorpamma: napbl U aononHUTeNnbHasAs XpoMocoMa

10 11

1 2 3 4 5 6 7 8 9
12 13 14 15 16 17 18 19 20 21 22
XY — [Be nonoBble XpOMOCOMbI 47 XY ,+21: Tpu konum 21

YcnoeHan cxema yncna Konwi, He C‘pOTOFpaC‘pHH W He OWarHocTuyeckan Kapuorpamma.

PucyHok 5. Kapuorpamma yenoeka n npumep Tpucomun 21 OpurnHansHas yyebHas cxema nopTrana.

Paso6paHHan 3apgava. YteHne LMTOreHeTU4ECKOM 3anucu
Ycnosue. Pacwundpynte 3anucn 47,XY,+21 n 45 X.

1. B 47,XY,+21 obLiee 4ymcno xpoMocom 47; nonosble XpoMmocoMbl XY; UMeeTCs AOMNONHUTENbHAS
Xxpomocoma 21.

2. B 45,X o6uiee 4ncrno xpomocom 45; npucyTCTBYET 0gHa X-XpOMOCOMa U OTCYTCTBYET BTOpasi NonoBasi
Xpomocoma.

3. O6Ge 3anucuK onucbIBaOT aHeYNoONANIO - UBMEHEHNE YUCTa OTAENBbHbIX XPOMOCOM, a HE LieNbIX
HabopoB.

OtBerT. 47,XY,+21 - MyX4nHa ¢ Tpucommen 21; 45,X - MOHOCOMMSI MO NOSIOBON XPOMOCOME.

KapI/IOTI/II'II/IDOBaHI/Ie BbIABINAET aHeynronanm n KpynHole aeneunn, gyninnkaunm, UHBepCcun nin
TPaHCIoKauumn, ecnn oH pasfimn4nMMbl Ha ypoBHE XPOMOCOM. BonbLINMHCTBO 3aMeH OAHOro HyKneotnga u
MarblX BCTAaBOK UK geneuun aTumM MeTogom He O6Hapy)KI/IBa}OTCFI.

Jloywika EIM3. Kaprnorpamma He aBRsieTCsl KapTow reHOB 1 He nokasbiBaeT nocnegosatensHocTb JHK.
[na ToYeYHON MyTaunm HY>KEH MOJSEKYNSIPHO-TEHETUYECKUIA METOL,.
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06. HepacxoxaeHune xpomocom B meno3se - 80+

HepacxoxaeHne — HapyLueHne pasgeneHns XpoMoCOMHOro matepmana. B menose | He pacxogsTtcs
rOMOSOrMYHbIE XPOMOCOMbI; B Merno3e || — cecTpuHckme xpomatuabl. B Tabnuue paccmatpuBaeTcs ogHa
owmbka no ogHow nape: npu menose |l oHa NPONCXoauT TOMBKO B OOHOM M3 ABYX KINETOK, a OCTarbHbIe
pasgeneHnst HopMarnbHbl.

HepacxoxpgeHue: YeTbipe NpoayKTa Meno3sa

Owwnbka B menose | Owmnbka B ogHoW KNeTke meloza |l
He pasownuce romonoru He pasolnuck Xpomatuabi
n+1 n+1 n—1 n-1 n+1 n—1 n n

YuyenoBeka:n=23;n+1=24,n-1=22

OpHa owwnbka no ogHon nape; oCTanbHble pasgeneHnAa NPoXogAT HopManbHOo.

PucyHok 6. HepacxoxaeHue romonoros 1 obpasoBaHue ramet n + 1 n n - 1 OpurnHansHasi y4ebHasa cxema noptana.

Ctapgmsa owmbkn YT1o He pasownocb FameTbl No paccmaTpuBaemou nape
Merios | rOMOJIOTNYHbIE XPOMOCOMbI 2rametbln + 11 2 rameTbl n - 1
Merios Il CEeCTPUHCKMEe XxpoMaTtuapl 1rametan+1,1rametan-1, 2

HOpMarlibHblEe N

Paso6paHHas 3agayva. OT aHoManbLHOW rameTbl K 3uroTte

Ycnosue. B rameTte yenoseka 24 xpomocomsbl (n + 1), Bkrtoyasa ase xpomocombl 21. OHa cnvBaeTcs ¢
HopMarsbHOW rameTon ¢ 23 xpomocomamu. Kakon Habop BO3HUKHET B 3urote?

1. Mo BceM ocTanbHbIM XpOMOCOMaM Habopbl cknaabiBaoTCs 4o 2n.
2. o xpomocome 21 aHOMarnbHasa rameTa NPMHOCUT ABE KON BMECTO OLHOW, HOPMarbHas - eLé oOgHy.
3. B 3urote okasbiBalOTCS TpW KOMUM XPOMOCOMbI 21: 2n + 1.

OtBeT. Tpucomus 21, 70 ecTb 47 XPOMOCOM.

Jloywika EI3. MNonunnonans meHseT Ynicno uenbix Habopos (3n, 4n), a aHeynnonans - YACIo OTAENbHbIX
Xpomocom (2n + 1, 2n - 1).
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07. Bnu3HeuoBbLIN MeTOA: BKNaa HacreacTBEHHOCTU U cpeabl - 70+

MOHO3UroTHbIE BNM3HELLI Pa3BMBaOTCS U3 OAHOWM 3UTOThbl U UMEIOT MOYTU OAUHAKOBYHO
nocnepoBaTenbHocTb aaepHon OHK. AnsuroTHble 6nmMsHeLbl BO3HMKAOT U3 OBYX 3UTOT U FEHETUYECKN
CXOfHbl NPMMEPHO Kak 0bblYHble BpaTbs U CECTpbl. CpaBHEHME 3TUX IPYMN NOMOraeT OLEHNUTb
OTHOCUTENbHbIN BKNaA, reHeTUYeCKUX U CpefoBbIX (DaKTOPOB.

KoHkopAaHTHOCTbL - coBrnageHne npusHaka y obomx YneHoB napbl. ECrniv KOHKOpAaHTHOCTb Y
MOHO3UIOTHbIX Nap 3aMEeTHO BbILE, YeM Y AN3UTOTHbIX, 3TO NoA4EPXKMBaAET reHeTnyeckun sknag. Ecnm
3Ha4YeHns 6nunskn, pornb obLen cpeabl MOXET ObiTb Bennka. MeTon He HaXOAUT KOHKPETHLIN FreH 1 He
[oKasbliBaeT HEN36EXHOCTb NpM3Haka.

BnusHeUuoBbIN MeTOA: CpaBHUBaeEM Napbl

MoHO3UroTHble [n3nrotHble
3 ogHon 3uroThl N3 oByx aurot
56 coBnageHuin n3 80 nap 24 cosnagenua n3 80 nap
56 /80 =70% 24 /80 = 30%

B BbibopKe Kakgon napbl XoTA Obl 0OMH UMEET MpU3HaK.

I'IapHaﬂ KOHKOpPAAaHTHOCTE HEe paBHa «NpPOoUeHTY HacneaCTEeHHOCTH» YellOBeKa.

Pl/lcyHOK 7. MOHO3UrOTHbIE U ON3UTOTHbIE BrM3HELbI 1 CpaBHEHWE KOHKOPAAHTHOCTU OpVII'VIHaJ'IbHaFI yqe6Haﬂ CXema noprana.

» Obwasn cemeriHas cpeaga yBenuumBaeT CXOACTBO obenx rpynn.

* PasHble YCnoBUA XKXN3HN MOTYT YMEHbLUNUTb CXOOCTBO MOHO3UTOTHbIX 6J'IVI3HeLl,OB.
 [lnarHocTuyeckmne ownmbkn n otbop cemer B UccrieqoBaHne NcKaXatoT KOHKOPAAHTHOCTb.

* Bbicokasi KOHKOPAAHTHOCTb HE paBHa CTOMPOLIEHTHOW HAcneACTBEHHOW NpeaonpeaenéHHOCTI.

JloBywka EI3. Henb3s nucaTb, YTO MOHO3UIOTHbLIE GIIM3HELbI «MOMHOCTLIO OAMHAKOBbI». BO3MOXHbI
comaTU4ecKne MyTauuun, anMreHeTUYEeCKne pasnmyunsa N HeoQNHaAKOBbIE YCIOBUSI Pa3BUTUS.

08. BuoxmMmmnyeckmmn, MosneKynsapHo-reHeTU4eCKUn n
I10nynﬂuMOHHO-CTaTMCTMHeCKMﬁ MeToAObl - 70+

Broxumnyecknii Metop BbISIBNSIET UBMEHEHUE aKTUBHOCTU hepMeHTa, CTPYKTYpbl 6ernka unm
KOHUeHTpaumm metabonuta. OH ocobeHHO noneseH Npu HacreACTBEHHbIX HapyLUeHNAX oOMeHa BeLlecTs

N B CKPUHUHTE HOBOpO)K,D,éHHbIX. OpaHako M3MEHEHHbIN MeTabonuT MOXET ObITb CneacTBMeM pa3HbIX reHoB
nnun cpegbl, NO3TOMY pe3yJibTaT CBA3bIBAKOT C APYrMMN OAaHHBbIMU.
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MonekynspHo-reHeTudeckne metoapl nccneaytot AHK nnn PHK. HanpasneHHbIi TeCT npoBepseT
N3BECTHbIV CeMeliHbI BapuaHT; MNMUP pa3mHoxaeT BbiGpaHHbIN y4acTOK; CEKBEHMPOBaHWe onpeaenser
nocnenoBaTenbHOCTb; METOAbI OLIEHKM YMCIa KONWUIA BLISIBNAIOT Aeneumn unn gynnukauumn onpegenéHHbix
y4yacTkoB. PaspelleHve MeToa OOSMKHO COOTBETCTBOBATL NpeanonaraeMomMy HapyLEeHUHO.

nOI'IyJ'IﬂLI,VIOHHO-CTaTVICTI/I‘-IeCKVIVI METO[ OLIEHMBAET 4YacTOThl annenemn, reHoOTUMNOB K NPU3HaAKoB B
Bbl60pKaX HaceneHus. OH nossonser CpaBHMBaATb nonyndauun, paccynTbiBaTtb OXngaemoe HOCUTETTbCTBO
N nccnenoBaTb CBA3b BapmMaHTa C NPpU3HaKoOM. Onsa KOPPEKTHOro BblBOAA HYXHbl penpe3eHTaTnBHadA
BbI60pKa, eOuHble KpUuTepnn oUuarHoCTukKn 1 y‘-IéT CTPYKTYpPbI nonynaunn.

Cutyauus MpeanoyTuTenbHbLIN MeToA Mouemy

MopospeHue Ha Tpucomuio LUMTOreHeTUYeCcKni HY>XHO YBUAETb YMCIIO0 XPOMOCOM
M3BecTHa ToueyHas 3amMeHa B ceMbe HarnpaBneHHbI MOMEKYNSIPHbIN HY>XHO MPOBEPUTb KOHKPETHbIN y4acToK
HapylieH npoaykT obmeHa OMoXMMUYECKNI + MONEKYNSPHBIN COMoCTaBnATCA PYHKUNS 1

reHeTn4ecKkada npuymnHa

YacToTa HocuTenbCcTBa B pernoHe I'IOI'IyJ'IﬂLI,I/IOHHO-CTaTI/ICTVI‘-leCKI/IVI HY>XHbl JaHHbIE GonbLuom BbI60pKl/I

Jloywika EIM3. OtpruatenbHbIn y3Knin TECT 03HAYaeT TOMbKO, YTO MPOBEPEHHbIV BapuUaHT He HadeH.
MprynHa MOXET ObITb B APYrOM y4acTKe, APYroM reHe Unmn Tune N3MeHeHust, KOTopbI 3TOT TECT HE BUOWT.

09. HacneacTBeHHOE, BPOXAEHHOE U NPUOOPETEHHOE - pa3Hble
OCHOBaHuA Knaccudcgpukauum - 70+

'eHeTMYeckoe cocTosiHME 0BYCNOBNEHO N3MEHEHNEM FrEHETUYECKOrO MaTepurana; BapuaHT MOXET ObiTb
yHacrneaoBaH UM BO3HWKHYTb de novo. B wKonbHOWM Knaccudukaumm HacneacTBeHHbIX 3abonesaHni
paccmaTpuBaloT U MHOTME Takue HOBble MyTaLUK, HO CITOBO «yHacrneaoBaH» 03Ha4YaeT MMEHHO nepegady
oT poauTens. eHeTn4eckoe COCTOSIHNE MOXKET NPOSIBUTLCSA NPU POXAEHWUM UIK no3xe. BpoxaéHHoe
COCTOSIHME MPUCYTCTBYET NPU POXKOEHUN N MOXET UMETb FrEHETUYECKYO MO0 CpeoBYHO MPUYNHY.

» HacnencrtBeHHoe He 0bs13aTenbHO BpO)KLI,éHHOEZ HEKOTOpble reHeTu4eCKmne 3aboneBaHus
NPOABIAKOTCA MNO3Xe.

* Bpoxxgé€HHoe He 06513aTeNbHO HAacNeaCTBEHHOE: BHYTPUYTPOOHOE BO3AENCTBME CPedbl MOXET Bbi3BaTb
HeHacnegyemoe HapyLlueHue.

« Comatuyeckas myTauus nocre o6pa3oBaHns 3UroTbl MOXKET Bbi3BaTb MO3anyHoe 3aboneBaHne, HO
00bIYHO He nepegaéTcs NOTOMCTBY.

° FepMMHaanaﬂ U roHagHaa Mmytauma MoXXeT nepefaBaTbCA NOTOMKaM, Aaxe eCcinin'y poanTend HeT
npoABIiEHNA B COMaATUYECKUX TKaHAX.

Nosyuika EIS. Bpems nosiBNeHus npuaHaka He onpeaenseT MexaHuam HacneagoBaHus. [ns sbiBoaa
HY>XHbl CEMEIHbIE JaHHble M METO, COOTBETCTBYIOLLMIA Npeanonaraemor npudnHe.
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10. Meauko-reHeTU4YECKOE KOHCYbTUPOBaHUE: OT 3arnpoca K
060CHOBaHHOMY pUCKY - 80+

MegaunKo-reHeTU4eckoe KOHCYNbTMPOBaHMe BKIYaEeT YTOYHEHME 3anpoca, c6op ceMeiiHoro aHaMHesa,
NOCTPOEHNE POAOCIIOBHON, NOATBEPXKAEHME AnarHo3a, Belbop MHpopMaTUBHOMO TecTa, pacyeT
BEPOSATHOCTU U 0OBbSICHEHUNE pe3ynbTaTta ceMbe. PUCK - BEPOATHOCTb ANS KaKAo 6epeMeHHOCTH, a He
TOYHbIV NPOrHO3 CyAbObl KOHKPETHOrO pebEHKa.

OT ceMeWHbIX JaHHbIX K OﬁOCHOBaHHOMy BbiBo4Yy

deHoTUn 1 pogocnoBHan —_— I'IposepﬁeMble rMnoTesbl

PeaynbTaT U ero orpaHu4eHus -+ MeToa HYXXHOro paspeLleHus

BeposaTHOCTb + 00 bACHEHNE CEMbE

MeTogbl BbIGMpaloT No eonpocy; obwei o6A3aTenbHOW NECTHULBI TECTOB HET.

Pl/lcyHOK 8. MNocnepoBaTeNbHOCTb rEHETUYECKOIO KOHCYINbTUPOBaHUA N HTEpNpeTauun pedynbTata OpMI'I/IHaJ'IbHaH yqe6Haﬂ
CcXema noprana.

1. MoaTtBepanTe QEHOTUN N OTAENNUTL ANArHO3 OT NMPEANOSIOXKEHNS.

2. lNocTpouTb POAOCIIOBHYHO MUHUMYM MO HECKOSTbKAM MOKOMEHUSIM.

3. Onpenenntb Hanbonee NHOPMATUBHBIX POACTBEHHUKOB A9 UCCNeA0BaHuA.
4. BbibpaTb TECT C HYXXHbIM paspeLleHneM 1 3apaHee NOHATb OrpaHUYEeHNS.

5. IHTepnpeTupoBaTth pe3ynbTaT BMecTe ¢ PeHOTMNOM U CEMENHBIMU JAHHBIMM.

6. I'IepechTaTb pucKk n 00BACHUTb, YTO OH O3HAYaET AMs KaXKA0M 6epemeHHocm.

PaszobpaHHas 3apga4ya. Puck no aytocomHo-peLeccMBHOM Moaenu

Ycnosue. XKeHwuHa 300poBa, HO MMeeT 6onbHoro 6paTa; eé poguTenu - NOATBEPXKAEHHbIE HOCUTENM Aa.
My>4mHa - noaTBepXKAEHHLIN HocuTenb Aa. Hangnte puck 60nbHOro pebénka, yunThiBasi, YTo XKEHLLMHA
3gopoBa.

1. Cpegu 3gopoBbIx geTen napbl Aa X Aa BEpOSTHOCTb HOCUTENBLCTBA paBHa 2/3.
2. Ecnu xeHwmHa Hocutenb, B 6pake Aa x Aa puck aa paBeH 1/4.
3. CoBMecTHasi BEpOATHOCTb: 2/3 x 1/4 = 1/6.

OrtBerT. 1/6 po npoBeaeHnAa MONeKyrnAapHOro yTo4HeHnA reHotuna XeHLWnHbI.
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JloBywika EI3. BeposTHoCTb 25% He 03Ha4aeT, YTO POBHO OAMH U3 KaXabIX YETLIPEX AeTel 0bsi3aTenbHO
OyneT 6onbHbIM. Mcxon kaxkgon 6epeMeHHOCTH CriyYaeH.

11. MNeHeTPAHTHOCTb, 3KCNPECCUBHOCTb, MO3aULU3M U TEHOMHbIW
UMMPUHTUHT - 90+

[MeHeTpaHTHOCTb - 0N HOCUTENEN ONpeaenéHHOro reHoTUNa, y KOTopbIX MPOSIBUIICS COOTBETCTBYHOLLMN
deHoTtun. Mpun 80%-1n NneHeTPaHTHOCTU AOMUHAHTHOrO reHoTuNa B BONbLUOW rpynne HocuTernen npusHak
nposiButcs npumepHo y 80%, HO 3apaHee Henb3s Ha3BaTb KOHKPETHbLIX Ntoaen 6e3 NnposiBneHus.

OKCMPEeCcCMBHOCTb - CTENEHb BblPaXXEHHOCTU NPU3HaKa Yy TeX, Y KOro oH nposisuncs. OHa MoXeT 3aBuceTb
OT OpYrnx reHoB, cpedbl, BO3pacTa v Cny4variHbIX cCOObITUI pa3BuTUs. HenonHas NeHeTPaHTHOCTb CO3aaéT
KaXXyLLMINCSA NPOMNYCK NMOKOSEeHNs], a pasnmuyHasi 9KCNpPeCCUBHOCTb - HEOANHAKOBYHO TSXECTb Y
pPOOCTBEHHUKOB C OAHWM BapUaHTOM.

Mosanumam Bo3HMKaET, koraa MyTauma nnn owmbka pacxoXxgeHud nponcxognT rnocrne o6pa303aHM;|
3uroTbl. [1osIBASAOTCA KNETOYHbIE NINHUK C pa3HbIM reHOoTUnamn. I'IpM comMaTtn4yeckom Mo3aunmn3me
BapunaHT MOXeT ObITb TOMNBKO B YAaCTW TKAHEN. I'IpM roHagHOM MO3anum3mMe 4actb raMeT poauTend HEeceT
BapuaHT, XOTA aHarm3 KpoBu 1 CbeHOTI/II'I MoryT ObITb HOpMalbHbIMN.

"eHOMHbIN UMIPUHTUHT - 3aBUCUMOCTb aKTUBHOCTU HEKOTOPbIX TEHOB OT POAUTESIbCKOIo NpPOnCXoXneHua
annens. O,D,I/IH N3 poanUTENTbCKUX annenemn MOXeT OblTb 3NMUTEHETUYECKUN BbIKITHOYEH. HOSTOMy OoQaunHaKoBoe
M3MEHEHNE yHacCTKa cnocobHo gaBaTb pa3Hble nocneacTtenAa B 3aBUCUMOCTU OT TOrO, NoJ1iy4eHO OHO OT
mMaTtepu unm ot otua.

fABneHue Y10 MeHsieTCA Kak ocnoxHsieT poaocnoBHy

HenonHasa neHeTpaHTHOCTb Hanuyne nposiBNeHns HOCUTENb MOXET BbIrMsAeTb 300P0BbIM

OKCNpPeccuBHOCTb cTeneHb NposiBNeHus Yy POACTBEHHUKOB pa3Has TSKeCTb

ComaTtunyeckmin Mo3amumnsm A0ns 1 pacnpegeneHne KneTovHbIX aHanu3 ogHoN TKaHn MOXeT bbITb
NVHUA oTpuuaTenbHbIM

["OHagHbIN MO3anumnam YacTb rameT noBTOpPeHVe de Novo-BapuaHTa B ceMbe

MIMAPUHTUHF aKTMBHOCTb MO MPOUCXOXOEHWIO annens MaTepuHcKas 1 OTLoBCKas nepegada

pasnuyarTcs

JloBywika EI3. UMNpUHTUHI He 03HavaeT, 4To oauH poauTens nepefdaét bonbwe AHK. Pasnuyaetca
aKTMBHOCTb KOHKPETHbIX yHacneaoBaHHbIX y4acTKOB.

12. Kak paboTtaTb C HENONMHOU UMM NPOTUBOPEYUBOUN POAOCIIOBHOM -
90+

B cnoxHolt pooCrnoBHONM cHavyana oTaensaoT dakTbl oT npeanonoxeHuin. ObsasaTenbHbI reHOTUN
criegyeT U3 HeBO3MOXHOCTM ApPYroro BapuaHTa, BEPOSITHbIN - NULLb Nydlle cornacyeTcsl ¢ AaHHbiMu. Ecnn
HEeCKOINbKO Moaenei 06bACHST POAOCIIOBHYO, KOPPEKTHBIN BbIBOJ MOXET COCTOSATb B TOM, YTO AaHHbIX
He0CTaToYHO.

* He npuceBamBanTe peHOTMN YenoBeKy, O KOTOPOM HET CBEe4EeHUN.

* He cuntanTe maneHbKoe CEMENCTBO TOYHOM MEHOENEBCKON BbIGOPKON.
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* YuntbiBanmte BO3pacCT nposABiieHNUA, HENOJTHYIO NEHETPAaHTHOCTb U BO3MOXXHbI/ MO3auLIN3M.

* [MepenpoBepbTe 0603HaYEHNWSI, BO3PACT NPOSABMEHMS, KAYECTBO (DEHOTUMMPOBAHUSA N NCXOAHBIX
OaHHbIX. o 0gHOM HEOAHO3HAYHOW POAOCIOBHON HENb3sI AenaTh BbIBOAbI O GMONOrM4eckomM PoACTBE.

* HasoBute nccneaoBaHme, KOTopoe pasrimynT oCctaBLlUneCcA rmnoTe3bl. KApuoTun, aHarnn3 BapuaHTa,
nccriegosaHue VIHd)OpMaTI/IBHOI'O poaCTBEHHUKaA UIMn ,u,pyr017| MeTo .
PasobpaHHas 3apa4ya. Bbibop meToaa no macwutaby HapyLlleHusA

Ycnosue. B cembe Nnogo3peBatoT HacneACcTBEHHOE COCTOSIHUE. Y OQHOr0 poACTBEHHMKA OBHapyxeHa
ToYeYHasi 3aMeHa, a y Apyroro MMerTCs NPU3HaKM BO3MOXXHOW KPYNMHON XPOMOCOMHOW NePeCTPOMKU.
Kakne nccnegoBaHus Hy>XHbI?

1. [Ins n3BECTHOW TOYEYHOWN 3aMeHbl MPUMEHSIOT HaNpaBiEHHbI MOSEKYNSAPHbIN aHanmn3
COOTBETCTBYHOLLEro yyacTka.

2. Ins KpyrnHoOW nepecTponkn NPUMEHSIIOT UMTOreHeTu4eckne metobl. MeToabl OLEeHKN Ymucna Konum
BbISIBIIAOT notepu unu gobaenenna AHK, HO He 3ameHs0T nouck cbanaHcMpoBaHHOW TPAHCMOKALMM.

3. OanH TecT He 3aMeHsIeT APYron, MOTOMY UYTO OHM MMEIOT PasHOEe paspeLLEHME.

OtBerT. [11151 I3BECTHON TOYEYHOWN 3aMeHbl — HanpaBfeHHbI MONEKYNSAPHbIA TECT; AN KPYNHOW
NnepecTponku — nccrnegoBaHue CTPYKTYpbl XpOMOCOoM. Ecniv nogo3peBaeTcs M3MeHeHMe Ymcna Konum,
HY>X€H COOTBETCTBYIOLLMNIA METOA OLEHKWN KOMUMHOCTH.

<DopmaT Bblcokoro 6anna. Ecnv gaHHbIX HEAOCTaTO4YHO, YKaXute 310 NpAamMo, nepevmncrinTte coBMmecTtnmble
mMoaenn n npennoxmte ogHo UuccriegoBaHme, pe3ynbTaTt KOTOPOro pasfmyunT nx.

13. BepoATHOCTb B pOAOCIIOBHOMU: A0 YCNOBUA, NOCSIe YCIIOBUA U
AnAa Kaxaon 6epemMeHHocTH - 80+

"eHeTMYECKNIN PUCK YaCTO SBMSIETCSA YCNOBHOW BEPOATHOCTbIO. CBeaeHus o heHoTune, Bo3pacte Unm
pesynbTaTe TeCTa UCKMOYaOT YacTb FrEHOTUMOB U MEHSIOT 3HamMmeHaTenb. Knaccnyeckmin npumep -
BEPOSATHOCTbL 2/3 onsi 3gopoBoro pebérka HocuTenen Aa x Aa: reHOTUN aa UCKIYEH, NO3TOMY cpeau
TPEX OCTaBLUMXCHA BKIIAAOB [Ba COOTBETCTBYIOT Aa.

Ecnun reHoTunbl ob6onx poauTenen ycTaHoBneHb! kak Aa, NpeablayLine poXaeHnsa He U3MEHSIHOT
BEPOATHOCTb aa = 1/4. Ecnv reHoTun ogHOro poauTens HeM3BeCcTeH, (PEeHOTUNbI yXKe POAMBLUMXCA AETEN
MOTYT YTOYHUTb BEPOSATHOCTb €0 HOCUTENBLCTBA M TEM CaMbIM pacyéT pucka. HemameHHOCTb cammx
reHOTUMOB He 03Ha4YaeT HEM3MEHHOCTb HaLLMX 3HaHUIA O HUX.

PasobpaHHas 3apgaya. [1Ba nocnegoBaTesibHbIX YPOBHSA pUCKa

YcnoBue. 300poBast XKeHLmHa uMeeT BOrbHYH CeCTpy C ayTOCOMHO-PELECCHBHBIM 3aboneBaHneM;
poouTenu obeunx - Aa x Aa. Myx »eHLWUHbl PEeHOTUNNYECKM 340POB U NO NOMNYNALNOHHBIM AAaHHBIM UMeeT
BEPOSATHOCTb HocuTenbcTBa 1/20. Hangnte puck 605bHOro pebéHka 40 MOSEKYNAPHOrO TECTUPOBAHUS.

1. BEposATHOCTb HOCMTENBCTBA XKEHLUMHbI NPY YCINOBUMW, YTO OHa 340POBa, paBHa 2/3.
2. BepoATHOCTb HOCUTENBCTBA MY>X4YUHbI paBHa 1/20.

3. Ecnu ob6a HocuTenu, puck aa y pebéHka paseH 1/4.

4. CoBmecTHasd BepodaTHOCTL: 2/3 x 1/20 x 1/4 = 1/120.

OtBeT. 1/120 gnsa kaxgon 6epeMeHHOCTM A0 YTOYHSAHLWMNX TECTOB.
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Ecnu TecT XeHWwuHblI NOATBEPXKOAET HOCUTENBLCTBO, MHOXUTENL 2/3 3ameHsieTcs Ha 1. Ecnu Tect
WCKITIOMaeT MMEHHO CEMENHbIN NAaTOreHHbIN BapuaHT C BbICOKON HAOEXHOCTbLIO, PUCK PE3KO YMEHbLUAeTCs,
HO He 00s13aTeNnbHO CTAHOBUTCS abCOMIOTHLIM HYNEM A5l BCEX BO3MOXHbIX FEHETUYECKUX MPUYMH.

Pa3o6paHHan 3apava. HeszaBucnmble 6epeMeHHOCTHU

YcnoBue. Y napbl Aa x Aa yxxe poaunucb ABa 300poBbix pebéHka. KakoB puck aa B TpeTbel
©epemeHHOCTU?

1. FeHoTuNbl poanTenen octatotca Aa n Aa.
2. Kaxxgoe obpasoBaHue rameT 1 OnfoA0TBOPEHUE ABMSIETCH HOBbIM CODbITUEM.
3. BepoaTHOCTb aa B KaxxaoM ckpelumBaHum Aa x Aa paBHa 1/4.

OtBerT. 1/4. OBa npeablayLLmx 300poBbIX pebéHKa He YMEHbLLAKOT PUCK TpeTben 6epeMeHHOCTH.

Jloywika EIM3. He cmelwumBanTe puck ana pebéHka n BeposaTHOCTb reHoTuna pogutens. CHavyana
OLEHMNBAKT HOCUTENBCTBO KaXXA0ro poanTens, 3aTteM MeHAENEBCKUA PUCK MPU JAHHOM COYeTaHuN.

14. C6anaHcupoBaHHbIe NepecTPOUKNU, MO3anYHbIU KapuoTun m
npeaen UUTOoreHeTUKn - 90+

Mpn cbanaHcnpoBaHHOM TpaHCNOKaLMM Y4acTK1n XPOMOCOM MePEMELLEHbI, HO KPYMHOW NOTEPU UMK
pobasnenuna OHK HeT. Hocutenb moxeT 6bITb heHoTMNMYeckn 300opoB. Bo Bpemst menosa

NnepecTpoeHHbIE 1 HOPMasibHbIE XPOMOCOMbI 06Pa3syoT CIOXHYH KOHUIYpaLMIo, U YacTb rameT nosyyaet
HecbanaHcupoBaHHbIN Habop.

MoaTomy aHanm3 Torbko PeHoTMNa POAUTENS HE UCKIOYAET LUTOrEHETUYECKMI pUCK. [N BbISBNEHUS
NnepecTpOoKM UCCNeayloT KapuoTun, a AN YTOYHEHUS HEOOMbLUMX NOTEPb UMW AYNIMKaLUiA MoryT
ncrnonb3oBaTh Goree paspeLuatolie reHoMHble MeToakl. Beibop 3aBucuT oT Macwitaba npegrnonaraeMoro
N3MEHEHMS.

Mo3anyHblii KapuoTuN BO3HUKAET, €CN OLLIMBKa pacXxoXaeHUsi MpousoLlia B MUTO3e nocre o6pa3oBaHus
3uroTbl. B 3anucy MoryT GbiTb yKkasaHbl HECKObKO KMETOYHbIX NIMHUIA. [lons nuHMmn B obpasLe KpoBu He
o0b6s3aTenbHO paBHa €€ ore B APYrvX TKaHSX U He MOJTHOCTLIO onpeaensieT TskecTb heHoTMNa.

Pa3obpaHHas 3apgaya. [NoyemMy HopManbHbIW aHanNU3 KPOBU He Bceraa UCKmvaeT
MO3auL3M

Ycnoeue. KnnHnyeckre npusHaky No3BoisitioT NpearnonoXuTb Mo3anyHoe COCTOsSIHME, HO KapuoTun
NMMOLIMTOB KpOBM HOopMarneH. Kak 06bsCHUTL pe3ynbTaTt U YTO U3MEHUTb B UCCMefoBaHNN?

1. MyTaLI,VIFI Morsna BO3HUKHYTb NMocChe pa3gerfieHnda KrneTo4YHbIX NVHUIA 1 OTCYTCTBOBATb B KITETKax KPOBU.
2. Hebonbluas aHoManbHas 0ona morna He nonactb B OrpaHNM4YeHHoe YNCrio N3yYeHHbIX KIETOK.

3. HyXHO yBenM4MTb YNCNO NPOaHanM3MpoOBaHHbIX KNETOK 1, ecn 060CHOBaHO, nccnenoBaTb ApYryto
AOCTYMHYIO TKaHb 6onee 4YyBCTBUTENbHLIM METOLOM.

OtBeT. HopmanbHas KpoBb He UCKIOYaEeT TkaHecneunuyecknii Unm HA3KOYpPOBHEBbLIN MO3anLn3M;
TpebyeTcsa paclUMPEHHbIA aHanua.

MacwTab nsmeHeHus Moaxopsawmn nepBbin MeToA Mpumep

uenaa Xxpomocoma Kapuotun TpucomMmuna
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MacwTab u3meHeHus Moaxoaswmi nepBbIA MeTOA Mpumep

KpynHas nepecrporika KapuvoTUnNMpoBaHMWe; OLleHKa Yncna TpaHcnokauus, KpynHas geneums
Konui npu HecbanaHcpoBaHHOM
nepecTporike

HebonbLuas KoNMnHas Bapnauns MeToZA Yncna Konun MUKpoAeneumns

TOYeYHas 3ameHa CeKBEHUPOBaHWe/HanpaBneHHbIN TeCT MUCCEHC-BapuaHT

JloBywika EI3. HasBaHve meToaa camo no cebe He rapaHTUpyeT BbisiBNeHUs ntobor Mmytaummn. B yuebHoM
OTBETE CBA3bIBANTE BONPOC C OOBLEKTOM UCCNEAOBaHUSA, a He NpeanncbiBanTe yHUBepcanbHbI NOPSA0K
obcnegoBaHus.

15. UHTepnpeTauma MoneKkynspHoro pesynbTaTta: BapuaHT He paBeH
AvarHosy - 90+

Mocne CeKBEeHNpPOBaHUA 06Hapy)KeHHbIl7I BapunaHT CpaBHMBAKOT C 3TaNoHHOW NocnenoBaTENbHOCTLIO U
KJ'IaCCVICbVILI,VIpyI'OT MO COBOKYMHOCTW OaHHbIX. YyuTbiBatoT 4acToTy B nonynAaunax, oxxmaaemoe BrinaAHME Ha
©enok unu cnnancuHr, COBMeCcTHoe HacnegoBaHue ¢ (beHOTI/II'IOM B CEMbeE, (byHKU,I/IOHaﬂbeIe
nccnenoBaHUAa n yxxe N3BeCTHble Ha6n+o,u,eva.

* [laToreHHbIN BapunaHT nMmeet y66LI,VITeJ'IbeIe OaHHble O CBA3M ¢ 3aboneBaHneM.
° BepOﬂTHO naTOreHHbIN BapuaHT MMEET CUJbHbIE, HO HE NMOJIHOCTbKO AOCTAaTO4YHbIE JOKa3aTesibCTBa.

° BapmaHT Heonpe,qenéHHoro 3Ha4YeHNA Henb3A UCMNOJIb30BaTb Kak I'IO,EI,TBep)K,D.éHHyI-O NnpU4nNHYy be3
OONOJNMHUTENbHbIX AAHHbIX.

 [loGpokayeCTBEHHbIV BapMaHT COBMECTUM C HOpMaribHON BapnabenbHOCTbIO U HE OO BbACHAET
deHoTUM.

CemelHbIN aHanu3 nomoraeT: ecriv BapuaHT He HacnegyeTcs BMeCTe C NPU3HAKOM Yy HECKONbKMX
NMHOPMaTUBHbIX POACTBEHHUKOB, MPOCTas NPUYMHHaAs Mogernb ocnabesaeT. Ho HenonHas
NEHEeTPaHTHOCTb, NO3AHEE Ha4vano u heHOKONUN MOTYT YCITOXHUTL Takoe CPaBHEHME, NOITOMY OOUH
POACTBEHHUK peaKo AaéT OKOHYaTEelbHbIN OTBET.

Paso6paHHan 3apgava. BapuaHT HaliieH y 340pOBOro poacTBeHHUKa

Ycnosue. NogospeBaemblin JOMUHAHTHbBIV BapuaHT obHapyxeH y 60nbHOro npobaHaa v y noXxunoro
3[0pOBOro poAcCTBeHHMKa. Kakme 06 bACHEHNST HY>KHO MPOBEPUTL?

1. BapmaHT MoXeT ObITb HEMATOreHHbIM 1 ClyYanHO BCTpeYaTbCa y 06oux.
2. Bo3MOXHa HernorHas NeHeTpaHTHOCTb Y 340POBOro HOCUTENS.
3. ®eHoTnn npobaHaa MOXeT UMEeTb APYryi reHeTUYECKYI0 UM CPEAOBYHO NMPUYNHY.

4. Hy>kHO npoBepuTb BornbLue NHPOPMATUBHBIX POACTBEHHUKOB, KA4€CTBO (DEHOTUNUPOBAHNS 1
He3aBMCUMbIe AaHHbIE O PYHKLIMN BapuaHTa.

OTtBeT. OanH Takol hakT He NOATBEPXKAAET U HE UCKIOYAET NPUYMHHOCTL; TpebyeTcs NpoBepka
NMEHETPaHTHOCTU, cerperaumm n QyHKLUN.

JloBywka EIM3. KomnbloTepHbLIN NPOrHO3 BANSAHMS Ha OeroK - apryMeHT, HO HE CaMOCTOSITENIbHOE
[0Ka3aTenbCTBO NaTOrEHHOCTH.
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16. Kak cTpouTb AoKa3aTenbHbIN OTBET NO MeTOAY FreHEeTUKHU
yenoBeka - 80+

B 3apaHusax Ha BbIOOp MeToAda OTBET AOMKEH coaepXKaTb TPpY 3BeHa: 0ObeKT UCCNeqoBaHNs,
HabnogaeMbln pe3ynbTaT 1 BbIBOA. Hanpumep: «UIMTOreHeTU4EeCKUn MeTOA UccneayeT YMCHOo U CTPYKTYPY

XPOMOCOM; KapuorpammMa nokasbiBaeT AOMNOJTHUTESTbHYO XPOMOCOMY 21; cnegoBaTernbHO, BbisiIBNieHa
TPUCOMUA».

1. HasBaTb KOHKPETHbIN BUONOrM4Yecknii Bonpoc: TUM HacrneaoBaHUs, YACNO XPOMOCOM, aKTUBHOCTb
depmeHTa unm nocnegosateneHocTb AHK.

2. BbibpaTb MeTon, KOTOPbI HEMOCPEACTBEHHO N3MEPSET HY>KHbIA OOBEKT.

3. HaseaTb KOHTPOIb UNn cpaBHeEHUE: poACTBEHHUKN, 3TANTOHHaAA nocrenoBaTesibHOCTb, KOHTPOJIbHAA
nonynauna, MOHO3UITOTHbIE N AN3UTOTHbIE Napbl.

4. OnncaTtb oXngaembli pe3ynbTaT nNpu rmnoTe3e n aribTepHaTuBe.

5. YkasaTb orpaHn4yeHune: 4To OTpI/ILl,aTeJ'IbeIIZ pe3ynbTat 3TUM METOAOM HEe UCKITH4aeT.

Paso6paHHas 3agaya. Metog ans HacneacTBeHHOM 60ne3Hn o6mMmeHa

YcnoBue. Y pebéHka HakannmBaeTcs HeobbIYHbIN MeTabonuT; npegnonaratoT gedekT depMeHTa, HO
KOHKPETHbIN reH Hem3BecTeH. Kak BbICTponuTb nccnegosaHme?

1. Boxnmmnyeckn NoaATBEPANTL NU3MEHEHNE MeTabonmTa U akTMBHOCTM NMpeanonaraeMoro
depMEHTATMBHOIO 3BEHA.

2. ConocTtaBuTb PeHOTUN 1 ceMeliHble AaHHbIe, YTOObI CYy3UTb CMUCOK reHOoB.
3. MpoBecTV MONEKyNAPHO-TEHETUYECKNIA aHaNN3 NOAXOASALLMX FEHOB MU NaHEenNw.
4. MpoBepuTb HaNOEHHbIN BapuaHT y poanTeneit 1 CBA3aTb ero ¢ BUOXUMUYECKUM HapyLLEHUEM.

OTtBeT. KoMOMHauusa GMOXMMMUYECKOTO U MOSNEKYNSPHO-TEHETUYECKOTO METOA0B C CEMEHOWN MPOBEPKOWA.

Kputepun Bbicokoro 6anna. Metoabl AOMOMHAT APYr Apyra: OOUH NOATBEPXAAET (PEHOTUMMNYECKUN
MexaHWu3Mm, Apyrov - U3BMeHeHne reHeTn4ecKoro Matepmana.

17. BnusHeuwoBbIN MeTOA 6€e3 YNPOLEeHMN: KOHKOPAAHTHOCTbL, cpeaa
U rpaHuubl BbiBoaa - 90+

MOHO3UroTHbIE BMN3HELILI BO3HMKAIOT U3 OOHOMN 3UroThl U B CPeQHEM MMEKT NMOoYTY OAUHAKOBYIO SAEpHYIO
nocrnenoBaTenbHOCTb; AU3UTOTHbIE CXOAHbI Kak 00OblYHbIe BpaTha 1 CECTPLI. ECnn MOHO3UIoTHLIE Napbl
yallie COBMaaaroT Mo Npu3Haky, Yem ON3UroTHbIe, 3TO NOAAEPXKUBAET BKIad reHeTU4Yecknx pasnuynii. Ho
METO[, He IeNUT NPU3HaK Ha «HacneACTBEHHbIN MPOLEHT» U «CPedoBO OCTAaTOK» ANs OTAENbHOro
yernoseka.

MapHas KOHKOPAAHTHOCTb B MCMOMb3YeMOii 3aeck (DopMyrie — YMCIO Nap, B KOTOPbIX NPU3HaK eCTb Y
obowx, AenéHHoe Ha Y1Cno nap, rae oH ecTb XOTS 6bl y ogHoro. CyLLecTBYOT 1 Apyrue cnocobbl pacyéTa,
No3TOMY 3HameHaTerb BCeraa HyXHo ykasaTb. [UCKopAaHTHOCTb — HecoBnaaeHue no npuaHaky; ans
KONUYECTBEHHbIX NPU3HAKOB CPaBHMBAIOT TaKKe KOPPENALMI0 3HAYEHWIA.
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Pa3obpaHHasa 3apnayva. CpaBHeHMe ABYX TUNOB G5IM3HEL0OB

Ycnosue. Cpean 100 MOHO3UIOTHbIX Nap, BbIGpaHHbIX MOTOMY, YTO XOTS Obl 0O4MH 6Nn3HeL nmeeT
npusHak, coenageHue obHapyxeHo B 70 napax. Cpean 100 ansnrotHbix nap — B 30. Kakon BbiBOg
aonyctnm?

1. KoHkopaaHTHOoCcTe MZ paBHa 70%, DZ — 30%.
2. bonbluee cxoactso MZ coBMECTUMO C CYLLECTBEHHbBIM FrEHETUYECKMM BKITaZ0M.

3. KoHkopgaHTHOCTL MZ He paBHa 100%, NO3TOMY reHOTWN He MOMHOCTLIO OnpeaenseT NposiBreHve;
BO3MOXHbI CpeJa, BO3pacT, HEMOMHAsA NEHEeTPaHTHOCTb U CIyYaHOCTb Pa3BUTUS.

4. HabnogatenbHbIN AM3alH He JoKa3biBaeT KOHKPETHbIV reH 1 TpebyeT conocTaBMMbIX YCroBUI 0TOopa
nap.

OtBeT. [laHHble NoaOEPKMBAIOT reHETUYECKMIA BKINa, HO Takke NoKasbiBaloT 3HAUYMMYO HEFEHETUYECKYHO
BapnabenbHOCTb; KOHKPETHbLIA MEXAHWN3M HE YCTaHOBIIEH.

MOHO3UroTHbIE BrIM3HeLbl MOTYT UMETb PasnNMyns 13-3a COMaTUYEeCKUX MyTauum, dNUreHeTU4YeCcKnX
N3MEHEHNIN, MO3anLM3Ma U HEOAMHAKOBOW BHYTPUYyTPOOHON cpeabl. AM3nroTHble napbl MOryT
BOCMUTLIBaATLCS Boriee CX04HO UM PasfiuyHo B 3aBUCUMOCTI OT Nofia Y OTHOLLEHWUST OKPYXatoLLnX.
[Mo3TOMY BaXKHO y4MTbIBaTb BO3paACT, MOM, ANArHOCTUKY 1 O6LLYIO cpeay.

Ha6nioaeHue MopaepxuBaeMbiv BbLIBOS, Heponyctumoe yTBepxaeHue
MZ cxogHee DZ €CTb FreHeTU4YeCcKNin Bknapg HangeH KOHKPETHbIN reH

MZ He coBnagatoT NOMHOCTLIO cpepna/pasBuTie TOXe BaXKHbI Npu3HaK He HacregyeTcs

06e KOHKOPAAHTHOCTU BbICOKM BO3MOXHbI 06LLME FreHbl U cpeaa cpefa He BnusieT

JloBywika EIMS. Bbicokas koHKOpAAHTHOCTb He paBHa Hacnegyemoctn 100%, a pasnuyuve 6rM3HeLOB He
OMnpoBepraeT reHeTUYeCKyo NPeapacronoXeHHOCTb.

18. PacuyéT pucka HocutenbCcTBa Nocrie nosiy4eHnst HOBOM
nHdopmauum - 90+

BeposaTHOCTb HOCUTENLCTBA MEHSAETCS nocre HabngeHus NOTOMCTBa Uy pesynbTaTta aHanuaa. [ns
nepecyéTa cpaBHMBAKOT, HACKONbKO BEPOATHO YBUAEHHOE COObITME NpU Kaxaon rmnotese. 300poBbIi
pebEHOK 0ObIYHO HE OBHYNAET PUCK: HOCUTESb MOXET NepegaTb HOpMarbHbIN annenbs, No3ToMy obe
rmnoTesbl BCé eLé COBMECTUMbI C HabrnogeHnem.

PaszobpaHHas 3apa4ya. 340pOBbIM PEOGEHOK YTOUHAET PUCK XKEeHLUUHbI

YcnoBue. Y xeHLmMHbl 6paT 60neH ayToCOMHO-peLLeCCHBHBIM 3aboneBaHmem; poanTenu 3qopoBsbl U
ABMATCA HocuTensMmn. Cama XeHLmMHa 340poBa, NO3TOMY 0 aHanu3a eé puck HocuTenbCcTBa paBeH 2/3.
Eé napTHEp TOYHO HOocuTenb Aa. Poauncs oguH 300poBbi pebéHok. KakoBa 0OHOBNEHHAsA BEPOSTHOCTb,
YTO XEeHLLMHa HocuTenbHUUa?

1. T'mnoTesa H1: xeHwuHa Aa, anpropHas BeposTHocTb 2/3. [Npn Aa x Aa BEpOATHOCTb 340POBOro
pebéHka 3/4. BaelueHHbI Bknag: 2/3 x 3/4 = 1/2.
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2. 'vnoTtesa HO: »xxeHwmHa AA, anpropHasa BepodaTtHocTb 1/3. MNpu AA x Aa Bce getn 3goposbl. Bknag: 1/3
x 1=1/3.

Buornorusa EIF3 « Ypok 13

3. Cymma BKkagoB Ans HabnogeHnst 3gopoBoro pebénka: 1/2 + 1/3 = 5/6.
4. YcnosHas BeposatHocTb H1: (1/2)/(5/6) = 3/5.
OtBerT. Nocne ogHoro 30opoBoro pebéHka BEPOATHOCTL HOCUTENLCTBA XKEHLLUMHbI paBHa 3/5, nnmn 60%.

lMocne AByx 340POBLIX AETeW MpU YCNOBHOW HE3AaBUCMMOCTU UCXOAO0B AN KaXA0ro (pMKCMpoBaHHOro
reHoTuna Bknag runotesbl Aa ymHoxaeTcs Ha (3/4)?, a Bknag runotesbl AA — Ha 1. OT0 y4ebHbIN
nepecyéT HeonpeaenE&HHOCTN; OH He 3aMeHSIET ANArHOCTUKY.

Pa3zo6paHHasn 3apgayva. Puck 6onesHu B cneaytoulen 6epemMeHHOCTH

Ycnosue. Ncnonb3yrte 06HOBRNEHHY BeposTHOCTb 3/5. MapTHEp Aa. KakoB puck 6onbHoro pebéHka B
cnepytoulen 6epemMeHHOCT?

1. BonbHoM pe6GEHOK BO3MOXKEH TOSBbKO €CKN XKEHLLMHA ENCTBUTENBbHO Aa: BEPOSTHOCTb 3/5.
2. MNpwu ckpelwmBaHun Aa x Aa BepoATHOCTb aa paBHa 1/4.
3. CoBmecTHas BeposTHoCTb: 3/5 x 1/4 = 3/20.

OtBerT. 3/20, nnn 15% gns cnegytowen 6epeMeHHOCTU 40 AOMONTHUTENBbHbBIX TECTOB.

JloBywika EI3. MNMocne poxaeHusa 3gopoBoro pebéHka cobbiTusa Anga cneayoLlert 6epemMeHHOCTM CHOBa
paccunTbiBaKOTCA MO reHOTUNam poauTenen, HO cama MHopMaLKMs O reHOTUNE HEM3BECTHOrO poauTens
MOXET OOHOBUTbLCS.

19. Bbi6op meToaa no macwtaby nsmeHeHus: kapuotun, FISH,
MUKpOMaTpuLua n ceKkBeHnpoBaHue - 80+

MeToza BbIOMPAOT HE MO MPUHLMIMY «CaMbli COBPEMEHHbINY, a No npearnonaraeéMomMy MacluTaby v Tuny
n3MeHeHusi. KapnotunvpoBaHue nokasbiBaeT YMCHO U KPYMHYH CTPYKTYpYy xpoMocom. FISH nposepsieT
Hanm4yme 1 NosIoXKeHNe KOHKPETHOrO yYacTka. XpOMOCOMHasi MUKpOMaTpuLa BbISIBNSIET NOTEPU U
yBENUYEHMS KOMWI MO BCEMY reHOMY C GoNee BbICOKMM paspeLleHem, HO 0bbIYHO He BUAUT
cbanaHcmpoBaHHbI 00MeH 6e3 nameHeHus konnydectea [HK. CekBeHMpoBaHMe MLLET HYKNEOTUAHbIE
BapuaHTbl U Manble BCTaBKW UNW Aeneunn.

MeTon YT1o xopoLo BhisIBNsieT TunuyHoe orpaHuyeHue

KapuoTunuposaHue aHeynnonanio 1 KpynHble NepecTpomnkm He BUAUT Marsble U3MEeHeHUs
nocnenoBaTenbHOCTH

FISH 3a4aHHbIV NOKYC U NepecTponKy HY>KHO 3apaHee BblopaTb MULLEHb

MUKpoMaTpuLa noTepu 1 gynnmkaumm Konuin no reHomy MOXET He BbISIBUTb cOanaHCMpoBaHHYO
TpaHcrnoKaLmio

MLiP/cekBeHnpoBaHue BblOpaHHbIN FeH U Manble BapuaHTbl He 3aMeHsieT 0630p BCEX XPOMOCOM
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Pa3zobpaHHasa 3agayva. OguH KNMHMYECKMN BONPOC — pa3Hble BO3MOXHOCTU MeTO40B

YcnoBue. HyXHO cpaBHUTb BO3MOXHOCTM METOA0B NPW N3YyYeHUM BPOXAEHHbIX aHOManui 6e3
yCTaHOBNEHHON NpuYnHbl. OBBACHUTE, Kakyto MHopMaLuuio AalT KapMoTUnMpoBaHme, MuKkpoMaTpuua u
cekBeHupoBaHue. Obg3aTensHa N1 0gHa 1 Ta e NocrnefoBaTenbHOCTL UCCNEeL0BaHUI A4S BCEX
cnyyaeB?

1. ®eHOTMN N ceMenHble AaHHbIE MOMOralT cchopMynmMpoBaTh rMNOTE3Y O XapakTepe uameHeHusl. Beibop
KNMMHWYECKOro NccrefoBaHMs 3aBUCUT OT NOKa3aHWii U BO3MOXHOCTen nabopaTtopuu.

2. KapnotunmpoBaHne MOXeT BbISIBUTb aHEYNIonauno U KpymnHyt NepecTpoiky, B TOM Yucne
cbanaHcUpoBaHHy!o.

3. MVIKpOManVILl,a BbISABNSAET NBMEHEHUSA YMCHa KOMUIA, BKtoYas Cy6MI/IKpOCKOI'IVI‘-IeCKVIe notepun un
aynnmkaumn; C6aﬂaHCVIpOBaHHaF| nepeCTpoPlKa MOXXeT ocTaBaTbCA HE3AaMETHOMN.

4. CekBeHVpoBaHue nccrenyeT HyKNneoTUAHY NocnenoBaTenbHOCTh; ero 06bEM 1 CNOCOOHOCTL
BbISIBMATb CTPYKTYPHbIE BapuaHTbl 3aBUCAT OT TEXHOMOMM 1 aHanunaa.

5. Kaxxgbli HaliAeHHbIN BapyaHT COMOCTaBMSAT C PeHOTMNOM M NpU HEOOXOAMMOCTM NPOBEPSIKOT Y
poauTenen.

OTBeT. YHMBepcanbHOM 006s13aTeNnbHOM NECTHULbI «KKAPUOTUM — MUKpOMaTpULa — CEKBEHUPOBAHNE) HET.
Mpu HEKOTOPbIX MOKa3aHUAX 3K30OMHOE UM FTEHOMHOE CEKBEHMPOBAHNE pacCMaTpUBAIOT YXe Kak
nccrnegoBaHve NepBoro Unn BTOporo atana. 34ecb CpaBHMBAKOTCS BO3MOXHOCTU METOAO0B, a
WHAVBUAYanbHY TakTUKY onpegensieT cneumnanuct.

lMpeHaTanbHbIA CKPUHMHT OLlEHMBAET BEPOSATHOCTb U BbIAENSET rpynny NoBbILUEHHOIO PUCKA;
ONarHoCTUYECKUIN MeTOoA UccnegyeT maTtepuarn nnoga v MoXeT NoATBepaAnTb KOHKPETHOE N3MEHEHUE.
MoNoXNTENbHBIA CKPUHUHT HE PaBEH AMarHosy, a OTpULaTeNbHbIA HE UCKIIOYaET BCE reHeTUYECKME
3aboneBaHus.

dopmart oTBeTa. HazoBuTe He TONbKO METOA, HO U UCKOMbI OOBEKT: YMCINO XPOMOCOM, KOHKPETHBbIN
Y4aCTOK, YNCIO KOMUIA NN NOCNeA0BaTENbHOCTb HYKNEOTUOOB.

20. MonynsuMoOHHbIE YaCTOTbl U BEPOATHOCTb HOCUTEeNbCTBa - 90+

B mogenun Xapan—BawnHbepra anga asyx anneneu p + q = 1, a 4acToTbl reHOTUNOB paBHbl p? (AA), 2pq
(Aa) n g2 (aa). Mogenb npegnonaraeT cnyyanHoe CKpeLnBaHue B GONbLUON MNONynsuumM, OTCYTCTBUE
CYLLLEeCTBEHHOro oTbopa, MUrpaLmm u MyTaunMoHHbIX U3MEHEHUI YacTOT 3a paccMaTpuBaeMoe BpeMS.
YacToTa 3aboneBaHus paBHa g2 TOMbKO AN NOMHOCTBIO MEHeTPaHTHOro ayTOCOMHO-PELLECCMBHOMO
npu3Haka B JaHHOW MOAENW.

Pa3zo6paHHas 3apgayva. OT 4acToThbl NPU3HaKa K HOCUTENbLCTBY

Ecrnn g?=1/10 000 = 0,0001, To g = 0,01 n p = 0,99. YactoTta AA pasHa 0,9801, yacTtota Aa paBHa
0,0198. Cpeaun nogent 6e3 npr3Haka UCKIMOYEH knacc aa: P(Aa | 6e3 npusHaka) = 2pqg/(1 - g3) =
0,0198/0,9999 =~ 1,9802%. YactoTa annena 1% un Yactota retepo3uroT okono 1,98% — pasHbie
BEITUYMHbI.

YacToTbl B NONyNAUUN HE ONpeaensatoT reHOTUN OTAEeNbHOro Yernoseka. Poacteo, CTpykTypa nonynsumu,
HernorsiHas NeHeTPaHTHOCTb N reHeTnYeckasi HeOAHOPOAHOCTb MOTYT HapyLLaTb NPEeANOChINIKA MPOCTOro
pacyérta.
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21. dnHanbHasa npoBepKa rotoBHocTH - 90+

* [Inqa kaxgoro MeTofa HasblBakd 0GBEKT, BONPOC U OrpaHnYeHue.

* B pogocnoBHoii cHavana npoBepsito MHpopMaTMBHbIE Nepeaayn, 3aTeM HazHayaro reHOTUMbl U cYUTalo

PVCK.

* Pasnnyato adyTOCOMHbIE, X-cuenneHHble, Y-CLenneHHble 1 MUTOXOHOpPWarbHble HanpaBlieHUA
nepegayn.

* Untato 3anmcu 46,XX; 46,XY; 47,XY,+21; pasnmyato aHeynrioManto 1 nonvnionanto.
* Pasnuyato pesynbtatbl HepacxoxaeHunsa B menose | u menose |l.
* He cmelwmBato HacneacTBeHHOE C BPOXAEHHBLIM U MEHETPAHTHOCTL C SKCMPECCUBHOCTbLHO.

* Mpwn HenormnHbIX AaHHbIX pa3aenso 00s3aTeNbHbIA 1 BEPOATHbLIA rEHOTUMN 1 Npeanarato
noaTBepXaaroLmn meTosa,.
[(NaBHbIN BbIBOA. HagéXHbIn reHeTUYeCKMiA BbIBOL, Y YesloBeka NosiBisieTcsa Ha nepeceyvyeHmm
pPOOOCNOBHOM, PEHOTUMA 1 MeTOAA HY>XHOro paspelueHns. Hn oguH meTton He OTBeYaeT Ha BCe BOMpPOChHI
O[HOBPEMEHHO.

22. UCTOYHUMKN 1 rpaHULbl Y4eOHbIX Moaeneun

OcHoBa — ucxogHbIn ypok 13 kypca «buonorua EIM3»; Hay4Hble YTOYHEHUS N CXEMbI NOATOTOBIEHbI A4S
noptana. OdvumarnbHble 3Kk3aMeHaLNOHHbIE UCTOYHWUKM C rOOOM U HOMEPOM 3aJaHus yKkasaHbl B TecTe.
YNpoLéHHble Moaenn HacrneaoBaHMs YenoBeyeckux NpU3HakoB NPUMEHSAIOTCS TOSbKO B rpaHnuax
yCrnoBUN 3agau.

CoBpeMeHHbIe BO3MOXHOCTM ANArHOCTUKM cornocTaBreHbl ¢ pekomeHgaumamn ACMG: Manickam K. et al.
Exome and genome sequencing for pediatric patients with congenital anomalies or intellectual disability
(2021), DOI: 10.1038/s41436-021-01242-6. https://pubmed.ncbi.nim.nih.gov/34211152/

3akpenuTte maTepuan: TeCT K ypoky 13.
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