


xpOMOCOMbI, NMNMOA U LLIKOABbHAA FEHETUKAa
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Y yenoBeKa Non 3agaeTca coyeTaHnemM X-

N Y-XpPOMOCOM, a CLenIeHHOoe C NOSIOM
HacnenoBaHME NOMOMaeT NOHATb, MOYEMY
OOHM NPU3HAKM Yalle BCTpeyatoTcs

YV MY>XUUH, @ Apyrme — y *eHUWMH, N Kak 3TO
OTPa*KaeTca B POOOCOBHbIX.




Kak onpeaennerca reHeTuyecknum NOoA y YenoBeKa

AnuexkneTka Bcerga HeceT X-xpoMocoMy, a cnepmaTtosomng — X
nnn Y. NMoaToMy MMEHHO criepMaTo3oua onpenenaeT, Kakon

1 Hab6op xpomocom

Habop NONOBbIX XPOMOCOM chopMmpyeTca y byayuiero pebeHka.

2 CouveTaHune XX un XY

[Mpun kKapnoTmne XX obbIYHO Pa3BMBAETCA XEHCKNUIN NYTb
dbopmmpoBaHmna nona, a npu XY — Mmy>xckor. OgHaKo 3To NuLlb
CTapTOBbIV CUMHas, @ HE OKOHYaTeNbHbIV Pe3yNnbTaT Pa3BUTUS
opraHu3ma.

Ponb aM6puUoOHanbHbIX Npoueccos

[locne onanoaoTBopeEHNA BKNKOYAKOTCA NeHbl M TOPMOHDb,
KOTOpblE HaNpaB/1AKOT pPa3BUTUE NMOHaA, BHYTPEHHUNX OPraHOB
N BHELWWHWNX MNOJ1OBbIX MPUN3HAKOB. N IMeHHO MO3TOMY
FrEHETUYECKMIN MO U dDGHOTMI'I CBA3adHbl, HO HE TOXXAOECTBEHHDI.

[MonoBown anmMophusm

Pasnuuma Mexxay My>KCKUM U XKEHCKUM OpPraHU3MOM
hbopMUpPYIOTCA HE TONTbKO N3-3a XPOMOCOMHOI0 Habopa, HO U N3-
3a 0cobeHHoOCTeN perynaumnm sMOpPMOHaNbHOro Pa3BUTUS

N YyBCTBUTENbHOCTU TKAHEM K FOPMOHaM.
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Kackaa popMupoBaHuUa My»KCKOro nona

[TocnenoBaTe/1IbHOCTb CObbLITUM NPK akTuBaumm SRY B aMbpuMoHasibHOM Pa3BUTUN

CuHTES3 MopaBneHue dopmupyrotcsa .
SRY 3aknagbiBatoTCcs ; pMIPY My>ckoun
3anyck passuTne TeCTOCTEPOHA YXEHCKOro utor MY>XCKHne pesynsTat
aKTMBMpyeTcA ANYKN beHoTUn
n AMI nyTn OopraHbl




X-xpomocoma Kak HOCUTeAb OOAbLLLOIO YNCAA F'eHOB

leHeTUYecKan Harpys3kKa

X-XpPOMOCOMa COAEPKUT COTHMU
reHoB, CBA3aHHbIX

CO CBEPTbIBAHWEM KPOBMU,
3pEeHNEM, MbILLEYHON (PYHKLUMEN,
obMeHOM BelLeCcTB U pa3BUTUEM
HepBHOW cnucTeMsbl. IMEHHO
NO3TOMY €€ MyTalun MOryT
3aTparmBaTb pPa3Hble OpraHbl

N CUCTEMDI.

OTcyTcTBUE BTOPOUN KONUU

Y MHormx X-cuenneHHblX reHOoB
HeT NOSIHOLUEHHOro aHasiora Ha Y-
XpoMocoMe. Y My»>XUMH 3TO
0COOEeHHO Ba*KHO:

ecnu eguMHCTBEHHaa X-
XPOMOCOMa HECET MyTaLUIo,
KOMNeHcMpoBaTb e€ 06blYHO
HeyeM.

Y

NMHakTunBauua X y KeHLWwmnH

B kneTkax »eHWwmH ogHa n3 X-
XPOMOCOM C/y4anHO
BbIK/1tOMAETCs, NMO3TOMY OPraHn3Mm
CTaHOBUTCA MO3au4HbIM. Pa3Hble
KNEeTKU UCMONb3YIOT pa3Hble X-
XPOMOCOMBbI, YTO BAMNAET

Ha NpPoAaBNEeHVE NPU3HAKOB.

CpasHeHue c Y-
XPOMOCOMOM

Y-XpOMOCOMa 3HaAYNTENbHO
MeHbllEe N HECET MEHbLLE MrEHOB.
OHa cBa3aHa npexxge scero

C MY>XCKUM pPa3BnNTHNEM

N oTae/ibHbIMN NMPUN3HaAKaMW,
TOMNa Kak X-XpOMOCOMa XPaHUNT
MHOXXEeCTBO Ba>XHbIX

anAa opraHnM3Ma reHoBs.
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CpaBHeHue X-cuenneHHOro n Y-cuenAneHHoro HacCAeAoBaHunA

Tabnunua noka3biBaeT, Yem
OT/IMYaTCA OBa TUNa HacneaoBaHUSA
no cnocoby nepenayn, 4acrtoTe
npoaBneHna n BMoNornMYecKknm
NPUYNHAM.

Ecnn BTOpOW KONUKM reHa HET UKW OHa
HeaKTMBHaA, peueccnBHbIE MyTalunu
NPOABNAOTCA 3HAYUTENBbHO Yalle; Y-
cuenneHHble NPU3HaKM NOTHOCTbIO
OrpaHnNYEHbl MY>XXCKOW NNHUNEN.

Ob60ob6uieHNe LWKONbHOro Kypca reHeTuKn
N TUNWYHbIX NpumepoB X- 1 Y-cuenaeHHOoro
Hacs1iegoBaHMS.

Kto
Tun MNepepaua | Npumepsbl MpuunnHa
Yyawe
X- NaNTbTOHU3M, 1X
MY>X4YMHbI | Yepe3 X
cuenn remounus Y MY>XYUH
Y- oTey — MY>XCKOE
MY>XYUHDbI TONbKO Y
cuenn CbIH pasBuTUE




lMouemy X-cuenneHHble peueccuBHbIe NPU3Hakn vYawle
NPOABAAIOTCA Y MY>KUUH

[narpaMmMa oTpa*KaeT He TOYHYIO
CTaTUCTUKY NO ogaHon 6onesHun, a obwmmn
NPUHUMN: NPU 0gHON X-XPOMOCOME
BEPOATHOCTb NMPOABNEHNA PELLECCUBHOMN
MyTauUUM BblLLeE.

Y MYy>XUYMH gedeKT Ha eAUHCTBEHHOW X-
XPOMOCOME Cpa3y BAUAET Ha dheHoTUN,
TOrAOa KaK Y *eHLWWH Yaule HabnogaeTtcd
HOCUTENbCTBO BE3 KINMHNYECKMNX
CUMNTOMOB.

CxemaTmnyeckoe o060buieHne 3aKoOHOMePHOCTEN X-
CLIEMN/IEHHOIr0 PELIECCMBHOro Hacseg40BaHMS.




AanbTOHU3M KaK KAaCCUYeCKknumn npumep X-cuenreHHoro

HacAneAOBaHUA
.

Tun HachepoBaHUA

KpacHo-3eneHasa uBeToBad cnenota 0bbIYMHO HacneayeTcH
KaKk X-cUenneHHbIN peueccrBHbIN Npu3Hak. [loaToMy oHa
3HAUYNTENbHO YallEe BbIABNAETCA Y MY»XUUH, YEM Y XKEHLINH,

Ponb MmaTtepwu

CbiH nony4vaeTt X-XpOMOCOMY TONbKO OT MaTtepwu. Ecnun B Hen
HaXxoAUTCA MYTaHTHbIW annenb, y CbiHA HET BTOPOW X-KONuw,
KOTopasa Morna 6bl KOMNEHCUPOBATb Ero AeNCTBUE.

HocutenbcTBO Y XKEeHWNH

MKeHWwnHa-HocnTenbHMLUA 0ObIYHO BUAUT LIBETA HOPMasbHO,
HO MOXKET nepeaaTb MyTaHTHbIM annenb NONOBUHE CbIHOBEN.
Y nouvepen 3aboneBaHne BO3HWKAET NLLIb NPWY COBNAaAEHUM

OBYX OeeKTHbIX annenemn.

Y4yebHaa ueHHOCTb NnpuMepa

HanbToHN3M yaobHO ncnonb3oBaTb ANA9 Pa3/IMYeHns
HocuTenbcTBa 1 6onesHn. Ha ero npnMmepe xopolo BUAHO,
KaK OOMH N TOT e annesib MOXET No-pa3HOMY NPOABNATbLCA
Y MY>UYUH U XKEHLLMNH.




I"emopununn: HacneaCTBeHHan GoNe3Hb CBEPTbIBAHUA KPOBYU

/I'el-le'mqecxaﬂ OCHOBAa

[emopnnma A n B cBa3aHbl ¢ MyTaumamMm reHoB B X-
XPOMOCOME. DTN HapPYLUEHNA 3aTparmMBatoT Kackan,
CBEPTbIBAHNSA KPOBU U MPUBOAAT K NOBbILLEHHOW
KPOBOTOYMBOCTMW.
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/I/ICTopmquKme POAOCNOBHbIE

[eMonnmna ctana n3sectHa bnarogaps
POOO0CNOBHbIM EBPONENCKMX MOHAPLLNX AOMOB XIX-
XX BekKoB. [1o ceMenHbIM cxeMaM 0COB6EHHO
HarnNaQHO NpocneXknBanacb €€ nepenada Yepes
HECKOJ/IbKO MOKONEHUN.

/
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/OCHOBHble npoasneHuns

Ina 3aboneBaHna xapaKTepHbl AJNTENbHOE
KpoBOTEeYEHME Nocne ga*ke HebOoNbLUNX TPABM,
KPOBOM3MNAHNA B CYCTaBbl M PUCK BHYTPEHHWNX
KpoBOTeYeHNN. Ta)KeCcTb CUMNTOMOB 3aBUCUT
OT KOHKPETHOro HapyLueHus.
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/ PepKocTb y »KeHuWuH

Y XKeHLWMH reMounnma BCTPeYaeTca 3HAYNTENBbHO
peXxe, NOTOMY 4YTo 0ObIYHO TpebyeTca codeTaHue
OBYX AeeKTHbIX annenem nnn ocobble
reHeTu4YeCcKMe ycnoBus, Npv KOTOPbIX MYTaHTHbIN
BapMaHT HE KOMMNEHCUPYeETCA.
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Ilouemy oTeu He nepepaeT X-
CUuenAeHHbLIN NPU3HaK CbiIHY

1 Pa3Hble xpoMocoMbl peTam

OTeu, NnepenaéT noyepam X-XxpoMoCcoMy, a CbiIHOBbAM — Y-
XpoMocoMy. [MoaToMy X-cuenneHHbIW NPU3HAK HE MOXKET
nepenaBaTbCa HANPAMYIO OT OTLLA K CbIHY.

2 YTo nonyyatoT pouepwu

Ecnu y oTua ectb X-cuenneHHasa MyTaumsa, Bce ero noyepu
nony4yatoT ero X-xpomMocomy. MIx panbHenLWwnin cTtaTyc 3aBUCUT
OT BTOPOro annens, nosyyeHHoro ot MaTepu.

3 Jlornka pogocnoBHOWU

B cemMelHbIx cxeMax 3TO NpaBnI0O BUAHO 0COBEHHO XOPOLLO:
NPU3HAK MOET Yepes XKeHLWUH AN NO MaTEPUHCKOW NUHWUN,
a nepegava OT OTLUA K CbIHY OTCYTCTBYET.




Noruka poAoOCAOBHOW Npu X-cuenreHHoOM HaCAeAOBaHUM

Cxema noka3sbiBaeT, Kak X- 1 Y-XpOMOCOMbI ONpeaenaT nepegady npmusHaka B CEMbE U NoYeMy OT OTLa
K CblIHY X-cLensieHHble BapuaHTbl HE NepexoasnT.

noyepu
HocutenbHuua-
maTb [MoTomMcTBO
MaTb

bbbbbbbb

Y2 CbIHOBEWN
60JIbHbI

Y2 podepen
HOCUTENbHULbI

Ooub:

ecnn X mut HOCUTENbHMLA
| 60nbHa

feHoTun
martepu?

npu myTtaumm
BonbHaga maTb Puck
+ 60N1bHOW o6a A5 NOTOMCTBa

oTey, BbICOK
HeT nepepaun
CbIH nonyyvaer
Y oT oTua
Y
K CbIHY (::::::)
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Tonbko MYXXCKad TNMHUNA

Y-CLI.eI'I}'IeHHbIe MPU3HaAKM nepenarnTcad NCKNKYNTENBbHO OT OTUA
K CblHY, MOTOMY 4TO Y-XpOMOCOMa €CTb TOJIbKO Y MYX4YUNH,

Y KEHWWNH TaKNE NPU3HAKN HE MOTYT MPOABNATbCA

UM nepegaBaTbCA.

Mano reHoB

DTOT TN HacNenoBaHUA peaokK: Y-XpPOMOCOMa 3HAYUTENBHO
MeHbLLEe X-XPOMOCOMbI 1 COAEPMKNT CPABHUTENbHO HEMHOIO
reHoB, MO3TOMY HacneayeMbIX MO HEN MPU3HAKOB M3BECTHO
HEMHOrO.

CBsfa3b C NONOBbLIM Pa3snTUEM

YacTtb Y-cuenneHHbIX FeHOB y4acTBYET B MY»XCKOM MOJ/I0BOM
Pa3BUTUU N POPMUPOBAHNN PEPTUNBHOCTU, @ TAKIKE MOXKET
onpenenaTb peakme oCobeHHOCTUN, COXPaHALWMECH B MY>KCKOM
NNHUK poaa.

MeHcKaa NnHua ncknoveHa

[naBHaga 0co6eHHOCTb TaKMX MPU3HAKOB — MOJSIHOE OTCYTCTBUE
nepenavn Yepes )eHLUMH: ecnm B PoA0CNOBHOW NPU3HAaK
NOBTOPSAETCA TONIbKO Y MY>XUYMH NOAPAA, 3TO YKa3bliBaeT Ha Y-
CUEnNEHHbIN MEeXaHU3M.

(
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OcHoOBHbIE rpynnbl HapyLweHni NONOBOIro pa3BUTUN
I

apyleHuns nonoson andpdepeHUNPOBKU
yOoOHO paccMaTpuBaTb Kak UTOr cb6o4

Ha Pa3HbIX YPOBHAX: OT Habopa XPOMOCOM
00 0ENCTBUA TOPMOHOB U PeaKUNM TKaHEN
Ha HUX.

Bce yeTbipe rpynnbl paBHO3HAYHO BaXKHbI:
OOVNHAKOBbIV BHELWHNN DEHOTUM MOXKET
BO3HMKATb NPW Pa3HbIX NPUYNHAX,
NO3TOMY ONA AMNArHO3a HY>XEH
KOMMNIEKCHbIVN aHaNn3.

LlIkonbHasa KnaccuuKkaumsa HapyLeHM M
rnoJs10Boro pa3ssutnsa; obobLyeHmne no y4ebHom
reHeTmKe




Xpomocomuble aHOMaAUN N UX BAUAHUNE Ha Cbel-lOTl'll'l

CunHppom TepHepa

Kapunotnn 45, X 06bI4HO
COMPOBOXKAAETCA KEHCKUM
hEeHOTUNOM, HU3KNUM POCTOM,
HEeOoCTaTOUYHOCTbIO PAa3BUTUS
ANYHMKOB 1 Becnnoanem. 3To
NPUMEpP TOro, Kak OTCYTCTBME BTOPO
NONOBOW XPOMOCOMbI BNSET

Ha pa3BUTKE OpraHMn3Ma.

CunppomMm KnanHdenbTepa

Ona kapunotuna 47, XXY xapakTepeH
MY>XCKOW heHOTUM, BbICOKNIA POCT,
CHM>KeHMe hepTUNbHOCTH

N 0COBEHHOCTUN Pa3BUTUA BTOPUYHbIX
NOMOBbIX MPU3HAKOB.
NononHuntenbHaa X-XxpoMocoMa
N3MEHAET HOPMasbHbIV X04 NON0BOW

onddepeHumnaymnin.

BbiBOA, oNA reHeTUKU

TN CUHAPOMBbI NOKa3bIBAOT, YTO MON
N PENPOAYKTUBHbIE NPU3HAKU
onpenenalTca He 0aHUM (DaKTOPOM,
a COMEeTaHMEM YMCa XPOMOCOM,
aKTUBHOCTW FrEHOB M FOPMOHA/IbHOM
perynaunm asMbproHanbHoOro
Pa3BUTUA.




anMepbl HACACACTBEHHLIX NPU3HAKOB, CUECINMACHHbIX

C NOAOM

B Tabnuue cobpaHbl caMble N3BECTHbIE
npumepbl X- N Y-cuensieHHOro HacegoBaHUs
N MOKAa3aHO, KaKMe CUCTEMbl OpraHM3Ma OHU
3aTParnBatoT.

BOoNbWMHCTBO 3HAYNMbIX MPUMEPOB CBA3aHO
c X-XPOMOCOMOWN, Torga Kak Y-cuensaeHHble
NPU3HAKN pegKkn 1 HacneaytoTca TONMbKO

NO MY>XCKOWN NIMHUWN.

LlIkonbHbINM KYpPC reHeTUKu; obLLen3BeCcTHbIE
K/IMHUKO-reHeTuyecKmne rnpumMepsbi

MNpusHak Tun Kto yauwe | 3HaueHue
HanbToOHU3M; 3peHue,
remocounnuma A; X- KPOBb,
_ | My>X4mnHbl

[oweHH; PEeLECCUBHDbIW MbILLILLbI,
nedbnuynt G6PD obmMeH
[MnepTpnxo3 v Peaokumn
YLHbIX 5 My>UYMHbI | MY>XCKOW

CUENIEHHbIN
PaKOBWH NPW3HaK




NMHakTuBauusn X'XpOMOCOMbI U MO3aUHHOCTDL ) dKEHLLIUH

/
Tenbue bappa

Ha PaHHNX 2TaNnax pPpa3BUTUA B Ka)XO0M COMAaTUYECKOWN KNETKE XEHLWWHbI OAHA
n3 X-XpOMOCOM cnyqal‘/’mo BbIKTHOYaAETCA N YIMNNIOTHAETCA B TE€J1bLE Bappa,
YMEHbLAaA A03Y 3KCNpecCnn reHoBs.

\
/ KnetouyHaa Mo3auka

[ToCKONbKY B pa3HbIX KNETKaX akTMBHa Nnbo MaTtepunHCcKasa, nnbo oTuoBcKaa X-
XPOMOCOMa, OPraHn3M XeHLWWHbl CTAHOBUTCA MO3aM4YHbIM MO 3KCNPEeCccnmn X-
CUENNEHHbIX FEHOB U X BapWaHTOB.

/ Pa3Han BbIPaXEHHOCTb NPU3HAKOB

Mo3anyHoOCTb MOXKeT 0cNabnaTb NPoOABAEHUA MyTaLWIN, €CIN YacCTb KNETOK
MCNONb3YET HOPMasbHYO X-XPOMOCOMY, HO MHOrAa AenaeT NpusHaku bonee
HEOAHOPOAHBLIMU B Pa3HbIX TKAHAX.




[ eHeTHueckoe KOHCUABTUPOBaAHW

€ N OUECHKa PpUCKka

HACAECAO

BaHNN

PopocnoBHasga

CemMenHoe apeBO NOMOraeT YBUAETb
NOBTOPAEMOCTb NPMU3HAKa, BblAeNUTb
BEPOATHbLIN TMN HacneaoBaHUSA

N OTNINYNTb CNYyYanHblIe CnyYau

OT YCTON4YMBOW Nepenavn

NO NOKONTEHNAMMN.

Hocutenu

Ina X-cuenneHHbix 6one3Hen

0COBEeHHO Ba*KHO BbIABUTb MEHLWWH-
HOCUTENbHWL, B CEMbE, MOCKO/bKY
MMEHHO OHM MOrYT NepenaThb
MYTaHTHbIV annenb AeTam
cnenyloulero noKoneHus.

TecTtnposaHue

MoneKkynapHo-reHeTn4ecKkmni
aHaNn3 YTOUYHSAET, ecTb M MyTauus,
N NMOMOraEeT OLEHUTb
NHOMBUAYANbHbBIA PUCK

ona byaywmx neten TouHee, Yem
TONIbKO NO BHELIHUM MPU3HaKaM.

MNpodunnaktTunka

KoHcynbTauma reHeTnKka Hy>KHa
oNnsa Bblbopa TaKTUKKM HabntogeHns,

ﬂﬂaHMpOBaHMﬂ6epeMeHHOCW1

N PaHHENIo BblAB/1EHNA
HaCﬂeﬂCTBeHHbD(pMCKOB,OCO6eHHO
ecnun 6onesHb y>Ke BCTpeEYaniacb

B CEMbE.




I Ae HaCAeAOBaHUue, CueliineHHoe C nonom, nmeeT
npakTnyecroe 3HavveHue

Cdhepbl NpUMeHeHnsa pasnnyatoTcs,

HO Be34e Ba*KHO O4HO: MO TUNY
HacnegoBaHUA MOXXHO MPOrHO3MPOBATb
nepenadvy NpmMaHaka v YTOYHATb PUCKU
019 MOTOMCTBaA.

Hanbonbllaa npakTnyeckas 3Ha4YMMOCTb
CBA3aHa C MegunLUMHOM N penpoayKTUBHbIM
30,0P0OBbEM; OCTaNlbHble 06n1acTH
MCNONb3VYIOT TY Xe NOrnKy o9 aHann3a
NPOUNCXOXKOEHUNA N HAacnenoBaHNSA
NPW3HAKOB.

Ob6obLeHne no LWKOAbHOW N NMPUKIaLHOMN
reHeTuKe




'AaBHbIE 3aKOHOMEPHOCTU, KOTOpPble CAeAyeT

3ANMMOMHAUTDL

1 X-cuenneHHble NPU3HaKu

PeueccmnBHble MyTauunm Ha X-
XPOMOCOME Yalle NPoABAATCS

Y MY>XUYUMH, MOTOMY YTO Y HUX TONbKO
oAHa X-XpOMOCOMa 1 HET BTOPOWM
KOMMM, CNoCcobHOM KOMMNEHCUPOBATL

nedekxT.

4 OnpepeneHne nona

[eHeTMYeCKM NoN YenoBeKa
onpenenderca He ToNbKo HabopoM XX
nnn XY: BaxkHbl SRY, paboTta ropmoHoB
N YYBCTBUTENbHOCTb TKAaHEW, KOTOpPbIE
HanpaBNAT SMOPMOHANbHOE
pa3BuUTUE.

OTey n cbiH

OTeu He nepenaeT X-cuenseHHbIN
NPU3HAK CblHY, MOCKOMbKY CbIH
NOYy4YaeT OT HEro Y-XPOMOCOMY.
[losTOMY NpAMOM Nepegayn No NMHUK
oTel,— CblH ANd9 TaKUX NPU3HAKOB

He OblBaeT.

PopnocnoBHaq

CeMenHaa poooCcnoBHaA OCTaETCH
rNaBHbIM MHCTPYMEHTOM aHaNM3a
CL,EeNNeHHOro Cc NoJI0M HacneaoBaHUA:
OHa NO3BONSAET YBUOETb
3aKOHOMEPHOCTU Nepegavn,
HOCUTENbCTBO U PUCK A9 MOTOMCTBA.

Y-cuenneHHoe HacnepoBaHue

[Mpn3HaKK, cBA3aHHbIE C Y-
XPOMOCOMOW, NepenarTca TONbKO

MO MY>XCKOWN NUHUN. YKeHLNHbI

NX HE UMEIOT N HEe MOryT nepenaBaTb,
YTO AenaeT TakoW TN HacneaoBaHUS
OYEHb PeaKnM.
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XPOMOCOMbI, NOA
U HacAheAOBaHUe: OAHa CUCTeMa

[eHeTM4YecKkoe onpegeneHne Nona HavuMHaETCs y>Ke NPy oNA0A0TBOPEHUN, HO Peann3yeTcs
yepes CNOXKHbIW KacKkag reHoB, FOPMOHOB U SMOPUMOHANBHOIO Pa3BUTUA. X- U Y-
cuenneHHoe HacnegoBaHMe OObACHAET Pa3NnMYMA B YaCcTOTE NPU3HAKOB, MOMOraeT YnTaTb
POOOCNOBHbIE N OLLEHMBATb HAaCNeaCTBEHHbIE PUCKMN.




