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IIpakTnueckas padora Nel
JykapuoTHUecKas KJIeTKa

Hean padoThIl: pacCMOTPETH MperapaThl PACTUTEIBHBIX U KUBOTHBIX KJIETOK 110 TOTOBBIM
MUKpOIIpenaparam, BbIIEIUTh CTPYKTYPHbIE KOMIIOHEHTBI KJIETOK, pacCCMaTpUBaTh UX MO/
MHUKPOCKOIIOM, HAXOJIUTh OCOOCHHOCTH CTPOCHUS KIIETOK, BIIAJICTh TEPMHUHOIOTHEH TEMBI.
Oo6opyaoBanue: npenaparsl KOXKULA YEIIYH JIYKOBHIIbL, STUTEINAIBHBIE KIIETKH U3 IOJIOCTH
pTa uenoBeKa; MUKPOCKOII, IOKPOBHOE U IPEJMETHOE CTEKIIA.

Xox padoTsbl

3ananue Nel PaccmoTpers npenapartbl M BbIIEJIUTh 0COOEHHOCTH CTPOEHHS PACTHTEIbHBIX
KJIeTok (pucl).

1.

AW

)
AR
Aozl SR T I A N S0

[ToAroTOBUTH MUKPOCKOII K paboTe.

[ToMecTHTh TpenapaThl KOKHIIBI YEITYH JIYKOBHIIBI Ha CTOJIMK MHKPOCKOIIA.
PaccMoTpeTs mpenapathl ¥ BBIICIUTE OCOOCHHOCTH CTPOCHHUS KIIETOK.
3aprcoBaTh CXeMy CTPOCHHS KIIETKH M JaTh Ha3BaHHE €€ OPraHOUIaM.
CraenaTh BbIBOJT 00 OCOOCHHOCTSIX CTPOCHHS PACTUTEIILHOM KIIETOK.
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Puc.1. Cospemennasn (0606wénnas) cxema cmpoenusi pacmumenbHou K1emKu, COCMAagieHHdast No
OAHHBIM IJIEKMPOHHO-MUKPOCKONUYECKO20 UCCLe008AHUS PA3HBIX PACMUMETbHBIX KIENOK



3aganue Ne2 PaccmoTperh npenaparsl M BbIICJIUTH 0COOCHHOCTH CTPOCHHS KUBOTHBIX
KJIEeTOK (puc.2).

1.

2.

[98)

PaCCMOTpeTB npenaparbl SNUTCIIUAIBHBIX KJICTOK U3 ITOJIOCTH pTa YCJIOBCKA U BBIACIUTD
OCOOEHHOCTH CTPOEHUS KIIETOK.

3apucoBaTh CXEMY CTPOEHHUS KJIETKHU U 1aTh Ha3BaHUE €€ OPraHOUIaM.

CrnenaTh BBIBOJI 00 OCOOCHHOCTSIX CTPOCHUS )KUBOTHBIX KJIETOK.

Puc.2. Cxema cmpoenus s'cugomnoul kiemxu
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BbiBoa: k1emka ipeAcTaBIseT OO0 OCHOBHYIO CTPYKTYPHYIO U (DYHKIIMOHAIBHYIO €IMHUILY
BCEX JKUBBIX CYIIECTB M 00JIaJJacT BCEMH MMPU3HAKAMH KUBOTO: POCTOM, OOMEHOM BEIIIECTB H
SHEPIHel ¢ OKpyKarollel cpesioi, 1eIeHueM, pa3apakUMOCTbIO, HACIECTBEHHOCTBIO U JIp.
Cpenu pacTeHHil €CTh BUBI, TPEACTABICHHBIC OJTHON KJIETKOUW (HEKOTOPHIE BUIBI BOJIOPOCIIEH),
OJIHAKO OOJBIIMHCTBO SIBISETCS MHOTOKIETOYHBIMU OPTaHU3MaMH.

CrtpoeHnne KIEeTOK Pa3Ho00pa3HO U 3aBUCHUT OT BHITIOJHIEMBIX UMHU () YHKITHH.

B TunuuHOM cityyae pacTUTeNbHAs KJI€TKa COCTOUT U3 npomonaacma (3KUBOTO COJIEPKUMOT0) U
OKPY’KaIOIIEH €r0 000JI0UKU — KAIeMOUHOU CIEeHKU.

[IpoToriactT MOXKHO MOAPA3ACTUTh HA yumonaasmy u A0po. Lluronnazma cocTouT

U3 euanoniasmel v opeanesii. I naiomiazmMa mpeicTaBiseT co00i HenpephIBHYIO BOJHYIO
KOJUTOMIHYIO (pa3y KJIETKH U 00J1aaeT ompeaeeHHOM BSI3KOCThI0. OHa CIIOCOOHA K aKTUBHOMY



JIBUKEHHIO 32 CUET TpaHC(hOpMaIllii XUMHUYECKON SHEPTUU B MEXaHUUYECKYT0. [ manoria3zma
CBSI3BIBACT BCE HAXOJSIIUECS B HEH OpraHesuibl, 00ecrieynBasi MX MOCTOSHHOE B3aUMO/ICHCTBHE.
Uepes Hee UeT TPAHCIIOPT aMUHOKHCIIOT, )KUPHBIX KUCIIOT, HYKJICOTH/IOB, CaXapoB,
HEOpPraHWYEeCKUX MOHOB, iepeHoc ATO.

Opeanennvl — 3TO CTPYKTYpHO-(PYHKIIMOHATBHBIE €IMHUIIBI IUTOIUIA3MEI. B KJIETKE BBIACIISIOT
TPH THIIA OPTaHEIUT: HeMeMOpanHbvle, 0OHOMEMOPAHHbLE N 08YMEMOPAHHbLE.

Omauyus pacmumenbHOU K1emKU OM HCUBOMHOU 3aKAI0YAEMCA 8 HATUYUU......

3aganue Ne3 OxapakTepu3oBaTh CTPOeHHE H (PYHKIHMH OPraHOUI0B KJIETOK

Crpoerne 1 GyEKIHH CTOYVETYD KIETHH

Oprasemsa JoEaTHARTHE Crpoeane PyERIHA

llaasmaTagecKan
mexmbpana

Hapo

JdeymemiOpaBEERIe

Muroxorgpra

IlaacTrge:

— XIOPOILIACTR
— XpPOMOILTACTRI
— NeHKOIIACTH

OnpovemGpanaeIe
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Annapar
loaepgmn

IHAOCOMEL

Hagyome

HemembOpananie

PrGpoona

MurpornTh

Murporpybose

KaeToamsiit
LEHTR

(prageaan IBHAEEHHA

HryTene 1 pec-
HEYEHR

KoHTpo/bHBIE BONIPOCHI
1. TIpuHUIMI KOMITAPTMEHTAIU3AMH Y OMOJIOrMYECKUX MEMOpaH.


https://www.sites.google.com/site/biologiaege/organoidy-kletki/%D0%A1%D0%BD%D0%B8%D0%BC%D0%BE%D0%BA %D1%8D%D0%BA%D1%80%D0%B0%D0%BD%D0%B0 2016-01-11 %D0%B2 19.56.12.png?attredirects=0

2. Kakwue opraHou il y4acTBYIOT B OpTaHU3AIMKA OOMEHA BEIIECTB M SHEPTUU B KIETKE?
3. KakoBbl 0COOEHHOCTHU CTPOEHUS, PYHKIIMH, TUIIOTE3bl YBEIHUUEHUS YHCIIa MUTOXOHAPUH.

ITPNJIOXKEHUE
HapyxHxas membpara omdenisem LYumonnasma — 853Kas )udKocms,
KiemKy om sHeuiHel cpedbl. 8 Komopoli 838elIeHbl Bce Op2aHesNibl.
OHa obnadaem uzbupamesibHoll Kpome mozo, 30eck pacmsopeHsl MHo2ue
npoHuyaemocmsio: nponyckaem gelljecmsa, U no yumonsasme uoém ux
00HU Bewjecmaa u 3adepxusaem mpaxcnopmuposKa.
Opyaue. Llenmpuonu

®azoyumo3s:
1 — HapyxHas memMopaHa
8nAa4yusaemcs, no2aowas
KycoyeK nuwju;

2 — Ju30comMa causaemcs
C (hazoyumOo3HbIM Ny3bIPLKOM;

3 — nepesapusanue.

MuHoyumosHele ny3sipbKu.
MuHoyumo3 — noznoweHue
8006/ KemKo.

Adpo — ueHmp ynpasneHus
Knemxod, codepxyawjuli
Xpomocombl**.

Adpeiuwko. 30ecy 0bpazyomes
pubocomHsie PHK.
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Mumoxoxdpusa — opzaresnna,
ocylwecmsnaowas KnemoyHoe
ObIXaHUe U noslyyeHue 3Hepauu.

| 3udonnasmamuyeckas cemb —
| cucmema MeMBPAHHbIX KAHANO8,
NPOHU3bIBAIOWUX BCIO KICMKY
u obecneyusaiowux mpaHcnopm
seujecms.

CexpemopHas 8axyons
8bI0esifem selyecmsd,
npou3ssodumbie Kiemkxod,

Hapyxy.

Pubocombl — opzaHenibl,
Ha KomopbIx cUHme3supyromcs benku.

Jluzocoma — «melioyeK» Annapam lonbdxu. [lpoussodum sce dpyaue MembpaHHsle
C nuwjesapumejibHsle d)epmeHmaMU. Op2aHe/Ilbl KNiemKu, 8 mom yucijie HapyxHyw MeM6paHy.



TlornoueHne MK CeKpeuus
Yy OCHOBaHHA MHKPOBOPCHHOK

MuxkpoBopcuHKa
OK30LMTO3 CeKpeTH-
pyeMoro npoaykra DopmHpoBaHHe
MUHOLMTO3HOT'O
My3bIpbKa
IuHOUMTO3HBLA
CeKpeTOpPHBIH My3bIpeK. My3bIpeK

MM ’rpaHyna’

I'nagkuit 3HOONUIa3MaTUYECKHH
PeTHKYIYM

MuxkpoTpy6ouku (yacro
y nepudepum KIeTKH)

JIusocoma

My3sippxu Consmku

Annapar Nonbmxu

CBobGonHble puBGOCOMBI,
paccesiHHble B LMTOIUIa3Me

MukpoduramMeHThI e
e 1eHTPHOJIH,

(paccesiHBl IO BCe# pacnono:c%m-lue ToA NMpAMBIM
KJIeTKe) yriaom Apyr K Apyry
MuroxoHnapusa

Anepras o6onouxa
R G st ‘
DPeTHKYJIYM AnepHan nopa
Pubocomel, cBA3aHHBIE Anpeiko Anpo
C 3HAOIUIa3MaTHYECKHM TeTepoxpoMaTHH
PEeTHKYIYMOM I }Xpoma'nm
Tna3maruyeckasn SO
meMm6Gpana

Ilurornasma



Cxemaruvecxoe uzobpaxexue

Crpyxrypa

Pynryuu

[naamaruvecxan memBGpana
(nuasmanemma, KaeTounan MemOpaxa)
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Benox

IOsa cnos annuaa (Gucnoit)
MeXny mByMa cnoamu Genka

Habuparensio NpoHnLaeMsii
Gapbep, peryanpytowni obmen
MeXay Kiaerxod w

cpenon
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fAnepHan obo
Aapo (nepuomﬁpug:;'“
— flnepwan nopa .
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Caman xpynxasa opraxenna,
3akmouennas B oGonouxy

K3 aByx MemOpaH, NPOHHIAHHYIO
ANEPHBIMH MopaMH. ConepKuT
XpOMaTHH — B TaxkoR c¢opme
pacKpy4YeHHbIE XPOMOCOMbBI
HaxomATcA B mMnTepdaze.
Conepwur TaKkxe CTIPYKTYpYy,
Ha3nHaEMY O ﬂJphllllKOM.

Xpomocomut conepxar [IHK —
BEUIECTHO HACTEACTBEHHOCTH.
JIHK cocTomuT u3 reqos,
PEryMPYIOLIMX BCE BHAL! KTeTON-
HOM aKkTHBHOCTH, [lenenne aapa
JICANT B OCHOBE PAIMHONKEHHA
KCTOK, A C/IeOBATENRHO,

H NPOUECCE BOCNPOHIBEACHHA,

B aapbiuke obpasyorca
pubocomur.

hﬁmﬁmm

Cucrema ynaoueHHpx MemoOpau-
HBLIX MEIOYKOB ~— UMCTepH —
8 Biae TpyboOYeK M NAACTHHOK.
OGpaayer eaumoe uenoe

C Mapyxmnoit sembGpanon
AACPHON  ODONOUKHK.

Ecan nonepxuocts 9P nokpuira
pnbocoMamMu, TO OH HAILIBAETCH
wepoxonarmm. [lo uncrepnam
Takoro AP rpancnoprHpyerca
DeN0K, CHHTEIMPORAKHLIT HA PibO-
comax. Maan P (Ges pubocom)
CAYKHUT MECTOM CHHTE3A TN A0B
H CTePOUI0D.

Pubocomni
Bonswan
cybuacTuua

Manan
cybuacTHua

Ouens MenKHe opradesing,

COCTOALLME M3 NBYX cyBuacThiy ~
Gonswoit # manoi.  Conepwat
denok u PHK npubasaurensuo
B paBHbix jaonax. PubBocomur,
oGHApY AMBAeMble B MHTOXOMA-
PHAX (a TaKXKe B XJoponiac-
TAX — Y PAacTeHHil) eule Mesnye,

Mecro cunresa Genka, rae
YACPAHBAIOTCA B NPABHARHOM
MOMOMECHHH PAINHUHBIC B3AHMO -
nefcrsyowme Morexyan, Pubo-
compl cun3annl ¢ AP uan csobonko
nexar B unronaaame. Muoro pubo.
com MoryT o6pajopats nonucomy
(noanpubBocomy) , B KOTOPOH OHM
HAHH3AHL! HA eHHY 0 HHTh
marpuunon PHK,

MHTOXOHAPHH (€e11.4HC, ~MHTOXOHAPHA)

docdarnan
rpmgna Pubocoma
= Marpukc
Obonouka \L—Kpum

(nse membGpansl) Konsue
Mo’rll:xygl‘lnllﬂk

MUTOXOHAPHA OKPYXKeHa
obonoykoit M3 aByx memOpaw:
BHYTpeHHan memOpana obpasyer
cknankn (kpuerst).  Copepxur
MATPHKC, B KOTOPOM HAXOAHTCH
Hebonsuioe KonuuecTso pubocom,
oaHa Konasuepana sonexyna JIHK
# docdarunie roanynsl.

[Tpu a2poOHOM AbIXAHMK

B KPHCTAX MPOHCXOMNT OKHCIH -
Tenshoe pochopunpoBaHue

H NEPEHOC INEKTPOHOB,

a B Marpukce paborawt depmen-
Tol, yuacraywue s unkne Kpebea
H B OKMCICHHH KUPHBIX KHCIOT.

Annapar Foasiukn

MMy3sips Ry
a.g—_“—- Tonsana
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Cronka yniomeHHnx MeMOpaHHbiX
Mewmoukos — uMcrepn. Ha oanom
KOHUE CTONKH MEWOYKH Henpepbl
HO obpa3lylorea, a ¢ apyroro —
OTWHYPOBBLIBAKTCA B BHae ny-
3MpEKOB. Cronki MOTYT cyuiecr-
BOBATh B BHOE IMCKPETHWX aMK-
THOCOM,KaK B PAacTHTeNbHBIX Kier-
Kax, uau oOpasoBHBATE NPOCTPAH-
CTHEHHYIO CeTh, KAK BO MHOIrux
AHHOTHBIX KIETKax.

MHOr#e KAeTounble MaTepUanst,
Hanpumep Gepmentsr 13 3P,
NPeTeprnenalT MoAMGH KM

B UMCTEpHAX H CTIOPTHPYIOTCA
B nyasipsxax. Amnapar 'onsmpxu
YHACTBYET B NPOUecce CeKpeut

# B HeM OBPa3IYIOTCA THIOCOMBL.

JIusocomm

[Mpocroi chepuueckuit Memopau-

MBI Mewouex (MemBpana oauHap4

Haf ) ,3aN0MHEeHHLIA NHILeBapHTeN

HBIMH (rHapoanTHyecKnMHi) dep-
menTamu. CoaepxumMoe KameTcn
POMOTEHHBIM.

Boinonnat MHoro GpyHxumn,
BCET 18 CBAZANKBIX € PACNAIOM
Kakux-1400 CTPYKTYp uam mone-
xyn. O ponu nH30COM B AyTO-
GaruK, aBToNNIC, INAOUHTO3E

H 3K30UUTO3E CM. TEKCT,

Muxporeasua

Opradenna He coBceM NPaBHIbHON
cv.gepuqecxoﬁ (OpPMbL, OKPYKEHHAR
oauHapHoi membpanon. Conepas-
MOE HMEeT 3ePHHCTYIO CTPYKTYPY.
HO HHOrZA B HeM MONajaercs
KPHCTANIOH MM CKOMJIeHHe
HHUTERA,

Bee Muxporensua conepxar
Katanasy — QepMeHT, KaTainaM-
PYIOILKI PACIUENNEHHE NEPOKCHAR
ponopona, Bee onu corsansl

€ OKHCUTEILHBLIMH PEAKUHAMK.
Y pactenuit B MHKPOTENBUAX
NPOTEKALT [/THOKCHNATHBIA UMK,



Haasaume opranompa
WKW HACTW KNeTKH

Oco6eHHOCTH CTPOeHUA

DyHKumMm

DHAOIUIA3MATHYECKASN
cetb (3I1C):

1) rhaankas,

2) wepoxosatas
(rpanynapHas)

1) cucrema MeNKHX KaHanoB U no-
JIOCTEH, MPOHMIBLIBAIOIIMX LIHTO~
njaasmy,

2) CTeHKHM coaepxar pubocomsl

TpaHcnopT ¥ CHHTE3 BELLECTB:
1) "MNUAOB M YINEeBONOB;

2) Genkos

IMonocTy, 3anoJIHEHHBIE XHIAKO-
CTBIO, OKPYXKEHHbIC MeMOpaHOI.
Passusaiorca u3 II1C

1. TuweBapeHue y XMBOTHBIX.
2. OcMoperynsuns, BbiBeae-
HHE npoaykToB obmeHa (co-
KpaTUTe/NIbHble — Yy MpocTeii-
LIMX).

3. Hakonnenue
COKa y pacTeHMi

KJIETOYHOIo

Komnuiekc (annapar)
lonemxu

o

CTOnKM m1ockux MemMOpaHHbIX Me-
LWOYKOB (AMKTHOCOMBI) CO B3AYTH-
AMM M KaHAIbLAMH 1O KpasiM

CopTHpoBKa M YnakoBKa Be-
WIECTB, MOCTYNAKOWMX U3
AMNC, obpa3zoBaHue NHU3OCOM,

dopmupoBatue KNETOYHOM
G MembpaHbl
0%
Maacruab (pacreHui): HapyxHas wmemOpaHa rnankas, 1. ®otocuHTe3 Gnaronaps
1) xnoponnactsl (3e1é- | BHYTpeHHsis oOpasyer CHCTEMY | BCTPOEHHOMY B MeMOpaHbl TH-

HbIE),

2) neikonnactn (Gec-
UBETHbBIE);

3) xpomonnactsl (keéa-
Thie, KpacHsic)

rpad (CTONKH [AHCKOBHAHBIX Me-
LWOYKOB-THIAKOHAOB) B MaTPHKCE.
Martpukc (CTpoMa) COACPKRMUT KO/b-
uesyo AHK, pubocomsl, PHK, no-
ITOMY CMOCOOHDbI K ACJICHHIO W B3a-
WMONpeBpalleHHIO

NIaKoMIoB xJ1opoduany.

2. CHHTE3 ¥ HaKOINICHHC
Kpaxmaia ¥ ApYrux 3anacHbix
BELLECTB, HANPUMED B KIYOHAX

Kaprodens.

3. Onpenensiior OKpacKy Jie-
necTkos, Iuionos OGaaronaps
HaJIMYMIO KaPOTUHOMIOB




IIpakTnyeckas padora Ne2
BuocunTres 6esnka
KoncTpynpoBanue 6e1KoBOi MOJIEKYJIbI, 3akoaupoBanHoi B JIHK
Heab padoThI: pacCMOTPETH IPUMEPHI HACIEACTBEHHONM U3MEHUYUBOCTH Y YEJIOBEKA; U3YUYUTh
npoiiecc bnocuHTe3a O6eKa Mpu BOZHUKHOBEHUH MYTallUi; CKOHCTPYHPOBATh COOPKY OEITKOBOM
MOJIEKYJIbI, 3akoaupoBanHoi B JJHK ¢ yueTtom HapylieHus aMUHOKHCIOTHOM

OoCICA0BATCIBbHOCTH.

Xoa padoTsl

Bapuant I

Bapuanrt II

1. ®parment uenu JAHK umeer crnenyromniyro
[IOCJIEI0BATENBHOCTD HYKJICOTH IOB:
T-T-T-T-L-A-I-A-L-L-1I-T". Onpenenute
MOCJIeI0BaTEIHHOCTh HyKIeoTu10B Ha u-PHK u
AMUHOKHCJIOTHYO [IOCJIEI0OBATENIBHOCTD
COOTBETCTBYIOIIETO (pparMeHTa MOJIEKYJIbI Oerka.
Uto mpouzoiiner B nanHoM yuyactke [JHK Boimaget 2-

" TPUILIET HYKJICOTHIOB.

1. ®parment nenu JHK umeer cnemyronryto
MOCIIEA0BATEIEHOCTD HYKJIICEOTH/IOB:
A-A-T-I'-I-A-T-T'-T-L-A-1I-T-1I-A.

Ornpeaenute MOCIe0BaTEILHOCTh HYKJIEOTHUIOB B U-
PHK, aMHHOKHCIOT B MOTUNIEITHIHOM 1enn. UTo
npousoiiner B nanHoM ydactke JIHK Bemamer 2-

I TPUIUIET HYKJIEOTHIOB.

2. U3 komupyromiero ygacTtka monexyis JJHK:
T-A-T-T-T-A-I-T'-LI-A-A-T'-I'-A-.. ynanensl 2-ii u 6-blif
HYKJICOTHUIBI.

Omnpenenute n-PHK, o6pasyromryrocs Ha
mmeHenHon JIHK, mociemoBaTeIbHOCTH aMHHOKHCIOT
B Oeke.

2. Ompenenure u-PHK u nepuunyto cTpykTypy
Oenka, 3akoaupoBanHoro B yuactke JTHK:
I-T-T-IO-A-A-T'-T"-II-T-A-A- II-A-T-..., ecnu 1-i
HYKJICOTH] OYAET yJaleH, a Mexay 4-M 1 5-M
HYKJICOTHJIOM BCTAHET I'YaHWIOBBI HYKJICOTH.

3. B mpomecce TpaHCIAIUN y4acTBOBAIO 15 MOIEKy 3. Ha ¢parmenre onnoit nenu JJHK HykmeoTn st
1-PHK. Onpeznenute yucino aMUHOKHUCIOT, BXOASIIUH pACIIONIOKEHBI B IIOCIIEI0BATEIIBHOCTH:
B COCTaB CHHTE3UPYEMOTO OellKa, a TaKKe YUCIIO I-T-T-I-A-I'-A-T-I'-A-T-A.
TPUILIETOB U HYKJIEOTUAOB B F€HE, KOTOPBI Onpeaenure cTpykrypy Bropoi nenu JJHK,
KOAMPYET 3TOT OEJIOK. CoJepKaHue aJlcHHHa U LUTO3uHA B %, IUIMHY 3TOTO
¢parmenta JTHK (xaxnasiit Hykneorusa 3anumaet 0,34
oM 1o nernt JJHK).
4. Omnpenenute YNUCIO JBONHBIX U TPOMHBIX CBS3EH B 4. VYyacrok omHo# u3 1eneit monekynasl JJHK
mosnekyne JIHK, a Takxe ee JyiHY, €CJIi U3BECTHO, coaepxut 200 HYKICOTHUIIOB C alecHUHOM, 150
yt0 HykieotunoB ¢ T — 10, ¢ I — 16 B obenx memnsx HYKJICOTUJIOB C TUMUHOM, 100 HYKJIEOTHAOB C
(paccrosiane Mexay Hykieotuaamu 0,34 HM) ryaHuHoM, 1 150 ¢ nutozunom. Kakoe uucio
HykieotunioB ¢ A, T, I', I comepkarcs B
neyxuenoyeunoit monekyie JJHK? Ckonpko
AMHUHOKHCIIOT I0JDKEH COAEpKaTh OeoK,
KOAMPYeMBbIil 3TUM ydacTkoM monekyssl JTHK.
5. TlonumenTuj COCTOUT M3 CIEAYIOMINX aMUHOKUCIOT: | 5. Kak u3aMeHuTCst cTpyKTypa Oemnka, eclii U3 yJacTKa

JIM3UH — BaJIMH — CEPUH — [NTyTAMHHOBAsI KUCJIOTA —
THUPO3HH.
Ompenenute cTpykTypy yuactka JJHK, kogupyromero
yKa3aHHbIA TOJIHAIENTH/.
Pemenne:
Jlana mocnenoBaTeIbHOCTh aMUHOKHCIIOT B TIOJIMIICTITH/IE.
[To aTM cBeneHUSIM HETPYJIHO YCTAHOBHUTDH CTPOCHHE -
PHK, koTopas ynpainsna CHHTE30M JaHHOTO
nonunenTuaa. [lo Tabnuie reHeTHUECKOr0 KoJa HAX0IUM
CTPYKTYpY Tpuruieta s nu3uHa (AAA), BanmHa (IYY),
cepuna (YLIY), rmyramunoBoii kucinotel ([AA) u
tupo3una (YAY). Ilogobpas koaupyromuye TPUILIETHL,
coctasisieM n-PHK s mannoro monunentuga: AAA
I'YY VIV TAA YAY. Ilo nenouke u-PHK MoxHO
BoccTaHOBUTH ydacTok nenu JIHK, ¢ koTopoit oHa

reHa ALIATTTAAATTHATA ynanute BTopo# u 10-
i cieBa HYKJICOTUABI?

Pemenue:

[lepBonauansHO cTponm u-PHK
YI'YAAAYYVYUHAI'YAY, a 3arem, pa3OuB ee Ha
TPHUILIETHI, CTPOUM yYacCTOK MCKOMOTO Oeka B
HOpME: IIICTENH — JIN3HH — (peHMIIaTaHIH —
IIIyTaMuH — TUpo3uH. [lo ycnoBuio 3a1aun u3 nenu
JHK ynansiercst BTOpoii ¥ JecsThIi (ceBa)
nykieotunsl. Octaercs AATTTAAATHATA. Ilo
MOJIy4EHHOMY Y4acTKy cTpouM 1iens u-PHK
YYAAAYYVYAI'YAY, BHOBb pa30uB ee Ha
TPUILIETHI, HAXOJIUM CTPOEHHUE yH4acTKa Oenka mociue
npousoweamux uamenenuit B JIHK: neiiuun —
acnaparvt — JEHIMH.




CHUMaJIach. Y pauui Bcrasai npotus afgeHuHa JJHK,
I'yaHUH — IPOTUB IIMTO3MHA U T.J. Clle10BaTEIbHO,
yuacTok uHTepecyromiei Hac nenu JJHK Oyner nmets
CIIEAYIOIEE CTPOCHHUE!
TTTHAAAT ALITTATA
Ho JHK cocrowut u3 AByX memodek. 3Has CTPOSHHE
OJTHOM LI , [0 MPUHIMITY KOMIIEMEHTAPHOCTH
JocTpauBaeM BTopyto. Llenukom yuacTok
nsyxuenodeunoi JTHK, konupyroniuil 1aHHbII
MOJUIMENTH I, OyJeT UMETh CIeIyIoIIee CTPOCHHE:
TTTUHAAATALUTTATA
AAATTTTUTIAATAT.

Jlo 3ameHBI:

JHK — AHA TTT AAATTL ATA;

u-PHK - VIV - AAA - VYV -TIAT - VAY;

6enok — Luc - JIuz - @eH - ['nu - Tup.

[Tocne 3ameHbI:

JHK — A ATTTA AA THATA;

u-PHK - YVYA - AAY - VYA -TVYAY;

oenok — Jleti - AcH - Jleii - Ba.
CpaBHUBas CTPOCHHE y4JacTKa Oenka /10 U mocie
mmenenuit B JIHK, Buaum, uto npousoiia 3aMeHa
BCEX aMUHOKHUCJIOT, a IJIMHA IIEMU COKpaTUiIach Ha
OJIHYy aMHAHOKHCIIOTY.

6. YacTb MONeKynbl OeKa UMEET TaKylo
[IOCJIEI0BAaTEIbHOCTh aMUHOKHCIIOT: — aJlaHUH —
TUPO3UH — JICMLIUH — acllaparuH — CEpHH —.

Kaxkue 1-PHK (¢ kakumMu aHTHKOIOHAMM) YIacTBYIOT B
CHHTe3€e 3Toro Oenka?

Pemenne:

o Tabnuiie reHeTHYEeCKOro K01a HaXOAUM KOJOHBI U-
PHK:

oy, VAV, VY, AAY u AI'Y. Aatukogonsl T-PHK
OyayT xomrmemenTapHsl komoHaMm u-PHK: LII'A, AVA,
I'AA, YYA u VIIA.

Takxum obOpazom:

komonsl u-PHK —TLLY, YAV, LYY, AAY, AL'Y;
antuxkoaonsl T-PHK —TII'A, AVA, TAA, YVA, YIIA.

6. Onpenenute aMUHOKUCIOTHBIN COCTaB
MOJIMNENTHA, KOTOpBI Koaupyetcs n-PHK
caenyrowero cocrasa: LITY — I — LA — T
Pemenue:

I[To Tabnuile reHeTUYECKOr0 KoJIa MOCIIEeI0BATEILHO
HaxXOAWM UI KaXXA0Tr0 TPUILIETA COOTBETCTBYIOIIYIO
aMUHOKHCIIOTY M CTPOMM Y4aCTOK UICKOMOTO
MOJIUIIENTH/IA, TTOJTYUUM:

IIpo - IIpo - IIpo - IIpo.

Takum 00pazom, TeTpanenTu COCTOUT U3 YEThIPEX
(parMeHTOB aMHHOKHCIIOTHI TIPOJIHH.
AMUHOKHUCIIOTA MPOJIUH KOAUPYETCS YETHIPbMS
TPHUILIETAMH, YTO YKa3bIBa€T HA BBIPOKIAECHHOCTh
TeHETUYECKOro Ko/a.




IMPUIJIOXKEHUE
Kaxxnas kinetka cofiepKuT Thicsiun O0eaxoB. CBOHCTBaA OCIKOB ONPEICIIAIOTCSA UX MePBUYHO
CTPYKTYPOW, T. €. MOCJIEIOBATENHHOCTHI0 AMHUHOKHUCIIOT B X MOJIEKYJax.
B cBoto ouepenp HacnencTBeHHas HHGOPMALUS O IIEPBUYHOM CTPYKType OejKa 3aKI04YeHa B
MOCIIE0BATENIEHOCTH HyKIIeoTH10B B Mostekyne JIHK. Dta nadopmarms momyania
Ha3BaHWE reHeTH4ecKoii, a yaactok JIHK, B koTopom comepkutcst nH(bOpMAIus 0 IepBUIHON
CTPYKTYpE OAHOTO Oelika, Ha3bIBACTCS I'eH.

I'en — 310 yuacrok THK, B koTOpOoM coaep:kutcst nHGopManus 0 NePBUYHOH CTPYKTYpe OHOI0
Oenka.

I'en — sT0 CAVHHNIA HaCJ'ICI[CTBeHHOﬁ I/IH(l)OpMaIH/II/I opranusma.

Kaxcnaﬂ MOJICKYJIa I[HK COACPIKUT MHOKCCTBO I'CHOB. COBOKyrIHOCTI) BCCX I'CHOB OpraHusmMa COCTaBJISACT
€0 T¢HOTHII.

Buocunres 0esika
BuocunTes 0ejika — 3T0 OIMH U3 BU/0B IUIACTHYECKOT0 00MeHAa, B X0/1e KOTOPOIro HACJIeACTBEHHAs

uHGopmanus, 3akoauposannas B resax [IHK, peaqnsyercs B onpeaesiéHHYI0 10C/1e10BATEIbHOCTh
AMUHOKHCJIOT B 0eJIKOBBIX MOJIEKYJIAX.

[Tpouecc OnocuHTe3a OeNKa COCTOUT U3 ABYX ATAIOB: TPAHCKPUIILMN U TPAHCIISLUH.

(

o
| . TPaHCKpunuua TpaHcnauusa
==t g
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AHK PHK BEJIOK

Kaxapiii aTan OMOCHHTE3a KaTaIH3UPYETCs COOTBETCTBYIOIIUM (PEPMEHTOM M 00ECIICUNBACTCS
sHepruei ATD.

BuocuHTe3 NPOMCXOIUT B KJIETKAaX C OTPOMHON CKOPOCTBIO. B opranusme BBICIIMX KUBOTHBIX B OAHY
MUHYTY 00pa3yercs 10 60 ThIC. IENTHAHBIX CBSI3EH.

TpaHckpunuus g
Tpanckpunuus — 3To npouecc CHATHSA MHPpopManuu ¢ —— hy
moJiekyJbl JIHK cunaTe3npyemoii Ha Heil moaekysoil uPHK Y
(MPHK). &=
Hocurenem renernueckoii uHpopmaruu sieisiercst JTHK, =t
pacnosoKeHHas B KJIETOYHOM sIJIpe. AHE. £ \;9_}'
B xoze TpaHckpunuuu yyactok apyxuenoueyHoit JJHK T v
«pa3MaThIBAETCS», @ 3aTEM Ha OJJHOW M3 LIENOYEK CUHTE3UPYETCS wPHK —
mostekyna uPHK. =
WNudopmarmonnas (marpuynas) PHK coctouT u3 ogHo# nenu £

cuntesupyercs Ha JIHK B cOOTBETCTBHM C ITPaBUIIOM ERI 0B s ena =

of
KOMILIEMEHTAPHOCTH. j =
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®opmupyetcs nienouka nPHK, npencrasinsiomas co6oit TOUHYIO KOITUIO BTOPOM

(memarpuanoit) nenouku JJHK (Tompko BMecTo TuMIHA BKIItOUEH yparmn). Tak uadopmarus o
MOCJIEeJ0BAaTEIFHOCTH aMHHOKHCIIOT B Oeike mepeBoauTcst ¢ «si3bika JIHK» Ha «s13p1k PHK».

Kak u B m1000ii apyroii OMOXMMUYECKOH peaklny, B 3TOM cHHTe3e ydacTByeT hepmeHT — PHK-
MoJIMMepasa.

Tax xak B omHO# Monekyne JIHK mMoxeT HaXOAUTHCS MHOXKECTBO T€HOB, OY€Hb BakKHO, uT00BI PHK-
nonmnmMepasa Hauana cuare3 uPHK co ctporo onpenenéunnoro mecta JJHK. [TosToMy B Hadasne kaxaoro
reHa HaXoQuTcsl ocodast crenuuyuecKas ociae10BaTeIbHOCTh HyKJICOTHIOB, Ha3bIBacMasi IPOMOTOPOM.
PHK-monmmmepasa «y3Haér» MpoMOTOp, B3aUMOICHCTBYET C HUM U, TAKIM 00pa30M, HAaUWHAET CHHTE3
nenouku nPHK ¢ HyxHOTO Mecra.

®epmeHT npojokaer cunresnponarh UPHK 1o Tex nmop, moka He JoMAET 10 ouepeHOro «3HaKa
npenuHaHus» B Moiiekyie JJHK — repmMunaTopa (310 mocinenoBaTebHOCTh HYKICOTHIIOB,
yKa3bIBaromias Ha 1o, uro cuare3 "PHK Hy)xHO mpekpaTuTs).

Y npokapuot cuHTe3upoBaHHbIe MoseKylsl UPHK cpasy sxe MoryT B3anMoJieiicTBOBaTh ¢ puOOCOMaMu
Y y4acTBOBAaTh B CHHTE3€ OEJIKOB.

Y sykapuor uPHK cunTesupyercs B aape, IO3TOMy CHadajla OHa B3aUMOJICHCTBYET CO CIIENUATbHBIMHU
SAEpHBIMHU OEJTKaM¥ U TIEPEHOCHTCS Yepe3 sIEPHYI0 MeMOpaHy B IIUTOIIIa3My.

Tpancasiuust
Tpancasinus — 3To nepeBo/ NOCaAeJ0BaATeJIbHOCTH HYK1e0THAOB Mojekyabl UPHK B
MOCJIeI0BAaTeIbHOCTh AMUHOKHCJIOT MOJIEKYJIbI OesKka.
B nuronnasme kieTKH 0053aTENBHO T0JDKEH UMEThHCSI OJIHbBIM HAa00p aMHHOKHCIIOT, HEOOXOAMMBIX JUIS
CHHTe3a 0eNKOB. DTH aMUHOKHCIIOTHI 00pa3yloTCs B pe3yNbTaTe PACLICIUIEHHUS OSTKOB, MOTYYaeMbIX
OpPraHU3MOM C IUIIEH, & HEKOTOPBIE MOT'YT CHHTE3UPOBATHCS B CAMOM OpPraHU3ME.
Obpamu enumanue!
AMPHOKHUCIIOTHI TOCTaBIsIIOTCS K proocomam TpancnopTHbiMu PHK (TPHK). JIro6as amuHOKHCTIOTa
MOJKET MOIAacTh B pubOCOMY, TOJIBKO MPHUKPENUBIIKCH K crieranbHoii TPHK.
Ha tot xonen uPHK, ¢ koToporo Hy>xHO Ha4aTh cuHTe3 OeiKa, HaHu3bIBaeTca prudocoma. OHa ABIKETCS
Broas MPHK npepsIBUCTO, «CKauKaMuy, 3aA€pKUBAsICh HA KaXI0M TPUILIETE
npuban3uTensbHo 0,2 CeKyHIIBL.
3a ato Bpems monekyina TPHK, aHTHKOI0H KOTOpOH KOMITTIEMEHTAapeH KOAOHY, HaXOASIIEMYCS B
pubocome, ycrieBaeT pacro3HaTh ero. AMHUHOKHCIIOTA, KoTopast Obuta cBsizana ¢ atoi TPHK, otnensiercs
ot «4epemka» TPHK u npucoeannsiercs ¢ o6pa3oBaHreM MENTHIHON CBSI3H K PacTylIeH 1enoyke Oelka.
B ToT %€ campiii MOMEHT K pubdocome moaxoaut cieayromas TPHK (anTukomon koTopoi
KOMILIEMEHTapeH cieaytomemy Tpumiery B uPHK), u cienyronias aMMHOKUCTIOTa BKITIOYAETCS B
PacTyILYyIO LEIOUKY.
AMUHOKHCIIOTHI, TOCTABJICHHbIE Ha PHOOCOMBI, OPHEHTHPOBAHBI IO OTHOIIEHHUIO APYT K APYTY TaK, 4YTO
KapOOKCHJIbHAS TPYTIIA OJTHOW MOJIEKYIIBI OKa3bIBAETCS PSAAOM C aMHHOTPYIIION APYroi MOJIeKybl. B
pe3yibTaTe MeXIy HUMU 00pa3yeTcs eNTHAHAS CBSI3b.



NONUCOMA. MPOYECC TPAHCAUNN
Pubocoma nocrenenno casuraercs no uPHK,
3aJepKUBAsICh HA CIEAYIOIUX TpUILIeTax. Tak mocTeneHHo u-PHK
(hopmupyeTcs Mosiekya nmonunentusa (oenka).
Cunre3 6emka MpoaoIDKaeTCs 10 TeX TMop, ToKa Ha
prubocoMe He OKaKeTCS OAWH U3 TPEX CTOM-KOAOHOB (YAA,
YAT umu YT'A). [Tocne atoro 6enkoBas emovka
OTCOEINHSAETCS] OT pUOOCOMBI, BEIXOAHT B ITUTOILIA3MY H
(hopMHpyeT MPUCYIIYIO FITOMY OeJIKy BTOPHYHYIO,
TPETUUHYIO U YETBEPTHYHYIO CTPYKTYPHI.
Tak Kak KJleTKe He00X0IMMO MHOTO MOJIEKYJ KayKI0TO
Oenka, TO KaK TOIbKO pruOocoMa, IEPBOM HaYaBIIas CHHTE3
oenka na ”PHK, nponsuHercs Buepén, 3a Heil Ha Ty ke
nPHK nanusbiBaeTcsa BTopas pudocoma. 3arem na ”PHK
MOCIIEOBATEIEHO HAHU3BIBAIOTCS CIIEAYIOIIHE PHOOCOMBI.
Bce pubocomMbl, CHHTE3UPYIOIIKE OJUH U TOT )K€ OeIOK,
3akoaupoBaHHbIi B fanHoi n”PHK, oOpasyrot nostucomy.
VImMeHHO Ha monrcoMax U MPOUCXOAUT OJJHOBPEMEHHBIN
CHHTE3 HECKOJIBKHX OJIMHAKOBBIX MOJEKYJ OenKa.
Korna cunTte3 naHHOro 0ejKa OKOHYEH, pubocoMa MOKET
Haiitu npyryto ”PHK 1 Hauath cuHTe3upoBaTh Apyroi
OeIoxK.

puUdoCcoMb!

Oo0mas cxema cuHTe3a 0eJIKa MMpeICTaBIeHa Ha PUCYHKE.

LNTOMAQ3MA

AHK AAPO  +pHk

%ﬁ#

pubocoma

TpaHCAILMS

Ilpumep:

nociedogamenvHocmo Hykieomudog mampuunou yenu JJHK: III'A TTA IAA.

Ha ungopmayuonnoti PHK (uPHK) no npunyuny xomniemenmaprocmu 6yoem Cunmesuposana

yeno 'Y AAY I'YY, 6 pe3ynomame uezo 6bicmpoumcsi yenouka amMuHOKUCIom: aiaHuH —
acnapazun — 6auH.

[Ipu 3aMeHe HYKJICOTHIOB B OJIHOM M3 TPHUILIETOB WM UX IEPECTAHOBKE 3TOT TPHUILIET OyIET KOJUPOBATh
JIPYTYI0 aMUHOKHCIIOTY, a CII€I0BATEIIEHO, U3MEHUTCS U OCIIOK, KOJUPYEMbIN TaHHBIM T€HOM.
HN3MeHeHH B COCTaBe HYKJIEOTHAOB WM UX NMOCIET0BATEILHOCTH HA3BIBAKTCH MYTAIIUSIMH.



Kak myTanuu HapymaioT o0pa3oBaHue 0HOJI0THYECKH HOPMAJIbHBIX 0eJ1K0B?
st oOpa3oBaHust OHOJOTHUECKH aKTUBHOTO Oeika HH(pOPMAIIUS T0JKHA TPAHCKPUOUPOBATHCS OT
MOCIIEI0BATEILHOCTY HYKIICOTH 10B B TeHe o MPHK 1 TpancimpoBathcs B monumenTua, 3aTeM
MPOXOISIINHI MOCIIeI0BaTENIbHBIE 3TAlbl CO3peBaHMsl. MyTalluy MOTYT HapyIIaTh JII000i U3 MI1aroB.

BapuaHThl HapylIeHUsI CHHTEe3a HOPMAJIbHOT0 0Oesika

1. Tparckpunmus. Tanaccemun n3-3a COKpaIIeHU WIA OTCYTCTBHA CHHTe3a riioonHoBoit MPHK;
BBI3BaHa JICJCIMeH WM MyTaIlUel B PEryJISTOPHBIX ITOCIICIOBATEIIBHOCTSIX WIIM CAlTax CIUIACHHTA F'eHa
rmobuHa HacneacTBenHas nepcucTeHnys (eTarbHOro reMorioOnHa, BRI3BaHHAS TIOBBIIIIEHHON
TPAHCKPUIIITUEH OJHOTO WiH OoJiee reHa y-TIo0nHa
2. Tpancnsauus. Tanaccemun n3-3a He(pyHKIIMOHATIBLHOM MK ObIcTpo nerpanupyromeit MPHK, Bei3BaHHOiM
HOHCCHC-MYTAIIMEH WK CABUTOM PaMKH CUUTHIBAHUS
3. Yxnanka nomunentuaa. boxee 70 reMornoOMHONATHH — CIECTBHE aHOMAIbHBIX TEMOTIIOONHOB €
3aMEHaMU WU JCICIUIMUA aMUHOKUCIIOT, PUBOJIAIINX K HEYCTOWYHBBIM MPEKICBPEMEHHO
JISTpaINPYIONIUM IIIO0MHAM, HanmpuMep reMoriaooud Hammersmith
4. IloctTpancisimuonHas Moaudukanus. [-kinerodHas 601e3Hb, TH30COMHAs 00JIe3Hh HAKOTUICHHS,
CJIEJICTBHE HEBO3MOXKHOCTH J00aBUTH (hOCaTHYIO TPYIITYy K OCTaTKaM MaHHO3BI ()EPMEHTOB JTU30COM.
Ocratkn MaHHO3a-6-Qocdara HeOOXOAUMBI IJIs1 pacTpeiesieH!st PEPMEHTOB B JIM30COMaX
5. Cobopka MOHOMEPOB B TOJIOMEPHBIN OCIIOK. THITBI HECOBEPIICHHOT'O OCTEOTeHE3a, BEI3BAHHBIE 3aMCHOM
aMUHOKHCIIOTHI B IIETTH TPOKOJUIAreHa, HapyMIAoIIe cOOPKY TPOHHOW CITUpaT HOPMAIBHOTO KOJUTareHa
6. CyOxieTouHas JIOKaJIM3al¥sl MOJUIENTHA WK ToioMepa. MyTalun ceMeiHon
rurnepxoiectepuHeMu (ki1acc 4) B kapOokcuiibHOM KoHie penenropa JITTHII, napymaromme
pa3MelIeHre perenTopa B KIaTPUHOBBIX AMKaX U MPEeIOTBPAIIAlOIINe PEIUKINHAT U IIEPEX0]] peuenTopa
Ha MOBEPXHOCTH KIETKU
7. Kodakrop wim npocTeTryeckas rpyIma, CBI3bIBAIONIASICS ¢ TOTUICNTUAOM. THITBI FTOMOIIUCTUHYPUH,
BBI3BaHHBIC CIIA00W WM OTCYTCTBYIOIIEH CBS3BIO KodakTopa (mupuaokcainbhocdara) ¢ amodIH3UMOM
UHACTaTUOHUHCUHTETA301
8. dyHKUMs NpaBUIILHO MHPHIOKcaIb(ocdara) ¢ amodH3UMOM [UCTATHOHUHCHHTETA30H CYUTAHHOTO,
COOPaHHOTO H JIOKAJIM30BaBIIETocs OejKa, MPOU3BOANMOTIO B HOPMAILHOM KonnuecTBe. bonesnu, npu
KOTOPBIX MYTaHTHBIA OEIIOK MPaKTUYECKH HOpMaJeH, KpOMe TOTO, YTO OJTHA M3 €r0 KPUTHIECKUX TOUEK
OHMOJIOTMYECKOH aKTHBHOCTH HapyllleHa 3aMEHON aMUHOKHCIIOTHI; HalpuMep, y reMorioouHa Kempsey
aHOMaJIbHOE B3aMMO/ICHCTBHE CYOBEANHUIL 3aITUPAET TeMOTJIOONH B COCTOSTHUM MaKCUMAaJIbHOTO
CPOZCTBA K KHCIOPOTY



IIpakTuyeckas padora Ne3
CuenieHHOe € T0JI0M HacJleJ0BaHue
Hensb paGoThI: pemmTh 33/1a4M 110 TEME THETHKA T10J1a; CUEIUICHHOE C TI0JIOM HacJIeIOBaHUE MPU3HAKOB;
pPaccMOTpPETh IPUMEPHI TMArHOCTHKH HACJICICTBCHHBIX 3a00JICBAaHUIA.
TeopeTuyeckas 4acTb

33213‘1]/] Ha CHCIIJICHHOE C X-XpOMOCOMOﬁ HacJieA0BaHUE IIPU3HAKOB

3agaua Nel «HaciienoBanue cuenjieHHoe ¢ mojiomM»
Kaxoe moxeT ObITh 3peHue y AeTel OoT Opaka MYKYHHBI U KEHIIWHBI, HOPMAJIHHO Pa3TUYAONINX IBETA,
€CJIM U3BECTHO, YTO OTIBI Y HUX CTPaAaiu AaJbTOHU3MOM?

aHo: Perenue:
P: @ X°x¢ P: 2X°X! x 44Xy
3 XPy
F, - ? G: xP xP
x4 Vv

F: @ X°X°, x°x¢
J Xy | X'y

Omeem: Bce OYEPH B ITOH ceMbe OYAyT HOPMAITLHO pa3inyaTth I[BETa,  BEPOSITHOCTh POXKICHUSI
CBIHOBEH, HE CTPaNaIOIIUX NadbTOHIH3MOM — 50%

3agaya Ne2 «HacnenoBanue cuenjieHHoOe ¢ IOJIOM»
MoryT 71 AeTH MY>KYHHBI, CTPAJIAIOIIEro reMopuInell 1 KEeHIHHbI 0e3 aHoManuii (oTer KOTOPOH ObLT
OosieH remoguineit) ObITh 370POBBIMU?

aHo: Perenue:
p: ¢ X x¢ p: 9X°X! x 4Xx'v
D G: xP x4
x4 Y

F, - ?
F: @ X°x*, xX‘X¢
3 xPy ., X'y
Omeem: BEPOSTHOCTD POKJCHHSI B ATOH CEMbE 37I0POBBIX CBIHOBEH M gouepeit — o 50%
CuenJieHHOe HAC/IeJOBAHNE MPU3HAKOB Y€PHOI0 M PbIKEr0 IBETA MIEPCTH Y KOLIEK
3agaga Ne3

W3BeCTHO, UTO «TpEXUIEPCTHBIEY KOIIKH - BCET/Ia CAMKH. DTO 00YCIIOBICHO TE€M, YTO T€HBI YePHOTO
PBIKETO [IBETA IIEPCTH AJUIENBbHBI U HaXoAsTca B X — XxpomocoMe. Hu oiMH U3 HUX HE TOMUHHPYET, a
NIPY COYETaHUU PBDKETO U YEPHOTO IBETA POPMHUPYIOTCS «TPEXIIEPCTHBIE» OCOOH.

1. KakoBa BeposATHOCTb MOJTYYCHHS B TIOTOMCTBE «TPEXIIEPCTHBIX» KOTST OT CKPEIINBAHUS
«TPEXUIEPCTHOW» KOIIKH C YEPHBIM KOTOM?

2. Kakoe moTOMCTBO MOXHO OKHAATh OT CKPEIIMBAHUS YEPHOTO KOTA C phKEH KOIIKOM?

Pemenue:

WHTEepecHoe coueTaHme: TeHbl YePHOTO M PBDKETO IIBETa He IOMUHUPYIOT APYT HAJ APYroM, a B
COYETaHUH JAI0T «TPEXLIEPCTHYIO» MACTh. 3/1eCh HaOI01aeTCsl KONOMUHUPOBaHHUE (B3aUMOACHCTBHE
reHoB). BosbMeM: A — reH oTBedaroLIMid 3a YepHBIN LBET, B — reH oTBevaroLuii 3a P LBET; TeHBI A



1 B paBHO3HaYHBI 1 ayutenbHEI ( A=B ), HO 3TH TeHbI HaxoAaTCs B X — xpoMocome. [1oaToMy Mbl
0603Ha4YaeM TeH YepHOro Beta X, FeH PhKero Bera — X-.
ITo ycnoBust myHkTa 1 CKpeluBaloTCs TPEXIIEPCTHAS KOIIKA C YEPHBIM KOTOM.

F: E whEE g 'D/ iRy

I i HE iR O¥

F. X%, 2, R s
i pHAA,  USPEEDL  TPEXINSPCTHAR 0 [ELEBIH
EOIEA FOT FOLIER EOT

1 1 : 1 o1
(BeposTHBIE (PEHOTHIIBI)

[To ycnoBusIM IMyHKTa 2 CKPEIIUBAIOTCS PhIXKAsl KOILIKA C YEPHBIM KOTOM:
Py X°H" =z O/ Y

+
I i v
F EME, ey
TPEX LT THA FELE RO

EOIIEA T
1 : 1
(BeposiTHBIE (PEHOTHUTIHI)
[Ipu pemieHnu 3aaa4m UCTIOJIB30BAIM 3aKOH YUCTOTHI FTaMET U CLETNIEHHOE C M0JIOM HacjieI0BaHUE.
B3aumoeiicTBie TeHOB: KOJJOMHHUPOBaHUE. Bua ckpenuBaHus: MOHOTUOPHUIHOE.

Y 4denoBeka remoduins nepegaercsi Kak pelecCHBHbIN clenJieHHbIH ¢ X — XpOMOCOMOI IPU3HAK
3agaya Ned

Krnaccuueckas reModms nepefaeTcs Kak perieCCUBHBIN CIETUIEHHBIN ¢ X — XpOMOCOMOM TTPHU3HAK.

1. MyxunHa, 60IbHOI reMo(HUINei, )KEHUTHCS Ha KEeHIINHE, He MMEFOIIel 3ToTo 3a001eBanns. Y HUX
POXKIAIOTCSI HOPMAaJIbHBIC IOUEPH U CHIHOBBSI, KOTOPBIE BCE BCTYIAIOT B OpaK ¢ HE CTPaaroliMHK
remoduueit tnnamu. OOHapY>KUTCS T Y BHYKOB BHOBb TeMO(MIINSL, M KAKOBA BEPOSITHOCTh TOSIBIICHUS
OOJIBHBIX B CEMbE JOUEPH MU ChIHA?

2. My»x4nHa, 60JBbHOI reMo(UITNeid, BCTyaeT B Opak ¢ HOpMaIbHO JKEHIIIMHOM, OTEIl KOTOPO# cTpaaai
reMOQIITHEH.

Omnpenenure BEpOSTHOCTD POXKICHUS B 3TON CEMbE 3A0POBBIX AETEH.

Pemenue:
Mpwam Lnp enenAollHE eI rel
"""tl.
Memoprma
Hopnaa xE

Mo ycnoBusiM myHKTa 1 siceH TEHOTHUIT OOIBHOTO MYXYUHBL: X", Tak KaK KeHIIMHA He CcTpazaer
remMouiIHeii, y Hee 06s3aTeNbHO NOKEH ObITh JOMHHAHTHBII T'eH «HOpMbD» - X' . BTopoii ren
JKEHIIUHBI TAK)KE JTOMUHAHTHBIA (XH), B I'€HOTHI JKEHIIIUHBI XUXY, Fenorums JIETe OT TaKoro Opaka:

e i
i Rk T
X rEE el

Wuade roBops, Bce MaIbYUKN OYIyT 37I0POBBI, TeHa TeMOQHIINH Y HUX He OYJIET, a BCE JCBOYKH OYIyT
reTepO3UTOTHBIMU — B PELIECCUBEH y HUX OyleT reH reMo(uiny.

Ecnu Bce MallbuuKy B ITOCIEACTBUU BCTYIAT B OpakK CO 3J0POBBIMU B OTHOILIEHUH TeMO(HINT TaMu
(X"X"), remopunus y BuykoB He nposButcs. Eciu mouepu (X"X") BeTynsaT B 6pax co 310pOBEIMH
myxunnamu (X"Y), BepOSATHOCTH NPOSBIICHHS FeMO(IINK Y BHYKOB OyeT pasHal/4, umm 25%. ITo nomy
9T0 OyayT MaJbUUKH:
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ITo ycnoBusiM myHKTa 2 B Opak BCTynaeT O0JIbHON My)KYMHA (TEHOTHIT XhY) C )KCHILUHOM, HE
cTpazaromeii 6onme3npio. Cie10BaTEIBHO, Y KEHITHHBI OJHH I'eH 00513aTeIbHO «HOpMay» — X' . Ho BTOpoi
TeH U3 TOii Maphl y Hee JOIKeH ObITh FeHOM TeMo(HInH — X, TaK KaK OTell 9TOi JKEHIIMHBI CTpajal
reMo¢uInei, a KEeHIIMHA [10JIy4aeT BCeraa ogHy X — XpOMOCOMY OT MaTepu, a BTOPYIO — OT OTLA.
[enoTy sKeHIuHb — XX, BeposiTHOCTD poXkIeHHS 300POBBIX JeTeH B 9TOH ceMbe paBHa 1/2. JleBoukn
¢ resotunom X"X" moru6aror.
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3agaua Ne5

Y genoBeka Kiraccuieckas reMo(ns HacIe yeTcsl Kak CHEIUIEHHBIA ¢ X — XpOMOCOMOW PEIeCCUBHBIN
Mpu3HaK. ATEOMHN3M (OTCYTCTBHE TUTMEHTAINN) OOYCIIOBJICH ayTOCOMHBIM PEIIECCUBHBIM T€HOM. Y
OJIHOM CyNPYKECKOH Mmapbl, pOUIICS ChIH C 00eMMH aHOMaTusIMH. KakoBa BEpOSTHOCTh TOTO, UTO Y
BTOPOT'O ChIHA B 3TOM CEMbE MPOSBUTCS TaKKe 00€ aHOMAIUU OJHOBPEMEHHO?

Pemenue:
Mpmmear | Ompepermones | [Tpeexar | Onpemerrmommi
£T0 TEH £I0 TEH
Temodmomea i ATEAHEIEM a
Hopma e Hopma L

ITo ycnoBusimM 3agauu 06a poauTeNst HOPMaJIbHBI, CJIEJOBATENBHO, Y HUX 0053aTeNbHO €CTh 110
JIOMHHAHTHOMY TeHY U3 Kax10i napbl X' u A. ChIH HMeeT 00e aHOMaIiH, ero reHotnn X"Yaa. X —
XPOMOCOMY C T€HOM I'eMO(HINH OH MOT YHACJIeA0BaTh TOJIbKO 0T Martepu. OJUH U3 'eHOB allbOMHU3MA
CBIH TOJIYYHJT OT MaTepH, APYToif - oT oTua. Takum 06pa3oM, reHotur Matepu X' X"Aa, TeHOTHIT OTIA
X"Y Aa. ITpu TakoMm Gpake BEPOSATHEI TeHOTHIIBI JETEI:

XA X" a Vi Ya
XA X0 A | ¥xTas | XTvas | XT Yaa
Ha EoH Aa | XU XY aa H° VAa H Yaa
XA Xhatas | XX A | X vas X" Yha
X a XoxtAa | XU X'aa | X' Yha X Yaa

BeposiTHOCTB TOTO, 4TO cienyronmid pedeHoK OyaeT cbiHOM, paBHa 1/2. M3 uncna ceiHOBe# uib 1/8
MOJKET UMETh OJJHOBPEMEHHO 00e aHoMasuu. [{Jis BEIYHCICHUS! OKOHYATEIBHOTO Pe3yJibTaTa
BEPOATHOCTHU TlepeMHoXkatoTcs: 1/2 x 1/8=1/16.

I'mnepTpuxo3 mepenaercs Kak CHeIUIEHHBIH ¢ Y - XpOMOCOMO# PU3HAK
3agaua Ne6
I'umepTpuxo3 (BeIpacTaHne BOJIOC Ha KPako YITHOW PAKOBHHEI) MiepeqaeTcs dyepe3 Y — XpOMOCoMy, a
MTOJTHIAKTIITNS (IIIECTUITATIOCTD) — KaK JOMUHAHTHBIN ayTOCOMHBIN TeH. B cembe, Te oTer uMen
TUTIEPTPUX03, & MATh — TOJMIAKTIIINIO, POJAMIACE HOpMAaIbHAS B OTHOIIICHUH 000X MPU3HAKOB JI0Yb.
KakoBa BepoATHOCTB TOTO, UTO CIEAYIONINI PeOSHOK B 3TOH ceMbe OyIeT Takxke 0e3 00enx aHomanuii?
Pemenne:
B yciioBusix 3a1aun reH runepTpruxo3a 0003HaunM 3Be3104koi (*), Haxoxsieics B Y *— xpomocome, B X
— XPOMOCOME HET T'€Ha AJUIEJIBHOIO F€HY TUIIEPTPUXO03Y:
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Tak Kak oTen UMeJ THIIEPTPUX03 U OB IATHITANBIM, ero TeHoTHI XY *aa. Y marepu He ObUIO
rUnepTpuxo3a (U He MOTJIO OBITh, TAK KaK Y Hee HET Y - XpOMOCOMBI), HO OHA ObLIa IIECTHIIAJION.
CrneioBaTeNbHO, Y Hee JIOJDKEH ObITh XOTs ObI O/IMH TeH mectunanocta — A. B 3Toli cembe poauiach
HOpManbHas AeBouka. Ee renorun XXaa. OOuH reH MATANAIIOCTH OHA MTOTyYUIIa OT OTIIA, & BTOPOH TeH
MATUIATIOCTHA MOTJIa IOJYYUTh TOJIBKO OT Marepu. Ha ocHOBe 3TOTO pemaem, 4To MaTh OblIa
reTepo3uroTHa mno reny mectunanoct. Ee renotun XXAa. BeposaTHBI TeHOTUIIBI ACTEH:

Hi g
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be3 00oux aHOManmii BO3MOXKHA JUIIb 1/4 mereid, nimu 25%.

HacaenoBaHue 0TCYTCTBHS MOTOBBIX 3KeJie3 Y YeJIOBeKa KAK PelecCHBHOrO CUENJIEHHOTO ¢ MoJI0OM
NpU3HAKA

3apaua Ne7
V uenoBeka OTCYTCTBHE MTOTOBBIX JKEJe3 MPOSBISIETCS KaK CICIJICHHBIN C MTOJIOM PEIIECCHBHBIN MPHU3HAK.
I'myxoTa, TO €CTh OTCYTCTBHE CIyXa, 00YCIOBICHO ayTOCOMHBIM PELIECCHUBHBIM T€HOM. Y CYIPY:KECKOH
napbl, HOPMAITBHOW IO 3TUM MPHU3HAKAM, POJMIICS ChIH ¢ 000MMH aHOMaNHAMU. OTNpeieuTe BO3MOKHBIE
TEHOTHIT POJIUTEIICH U BEPOSTHOCTh POXKICHHUS peOCHKA C TAKUM e TEHOTUTIOM KaK MepBbIil.
JlaTh nuTONIOTHYECKOE 000CHOBAHHME.

Pemenue:
- T o b
A - rem xopomero X - res OTCYTCT Bif MOTOBLIX #ETE3
oTYXa
. E - .
4 — IeH TITYX0TH X"~ ren oTeeyaronyiii 33 MPUCYTCTBMA MOTOBBIX
HEmes

Tak xak 06a ponuTens ObUIH 37J0POBBI, 3HAYUT T'€H OTCYTCTBUS MIOTOBBIX XKeJle3 SBIISETCS PELIECCHUBHBIM H
HaXOAMUTHCA B X — XpOMOCOME Y JKEHIIIUHBI, T.K. OHa UMeeT JBe X — XpOMOCOMBI (B OHON X —
XpOMOCOME JOMHUHAHTHBII ['€H HOPMBI, a B Ipyroi X — XpoMocoMe — pereccuBHbIil reH. Oba poaurens
TeTepPO3UTOTHI 110 T'eHY IIIyXOThI, IOTOMY UTO Yy HUX POIMIICS OONBHOMN ChIH

P ha ME % Aa 3ty
Cax® axd AXE AV

ax® b awF ay
Fi
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A Aaxlxl AanEal aa aa X"
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BeposiTHOCT POXKICHHS B 9TOi ceMbe 60bHOr0 peberka ¢ obonmu anomanusmu (aaX’Y) - 1/16 win
0,0625%.
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B3aI/IMOILeI>'ICTBI/Ie TC€HOB: IIOJITHOC JOMHWHHUPOBAHUEC. 3aKOHBI IFCHETHUKHU, KOTOPBIC UCIIOJIB30BaAJIN IIPU
pCUICHUH 3aJa49n: YUCTOTHI TaMET, CHCIIJICHHOC C ITOJIOM HACJICAOBAHUC, 3aKOH HE3dBUCUMOTI'O
HaCJICJOBAHU MPU3HAKOB.

3anauya Ne§

Y npo3o¢uisl reHsl ONpeAessIIoIne OKPACKy IJ1a3, JOKaIU30BaHbl B X — XpoMocoMe. JJoMUHaHTHBIN
amtens W IeTepMUHHPYET KPacHYIO OKPAacKy Ia3, €ro pelecCUBHBIN aiens w — 6emyro. CKkperuBaiu
TOMO3UTOTHYIO KpacHOIJIa3yro caMKy ¢ Oesoryia3biM camiioM. B Fy momyunnu 48 moromkos. Ot
CKPELIMBaHUS UX MEXIy co00i nmomydeno 192 myxu B noromctse F.

Onpenennre:

1. CKOIBKO KEHCKUX 0co0eit Ob110 B F?

2. Cxonpko caM1oB B F; mMeno kpacHyro oKkpacky ria3?

3. Cxonpko camok F0b110 KpacHOTIa361X ?

4. Cronbko cam1oB B F, Obu10 Oemornasnix?

5. CocTaBHUTh CXEMY CKpEIIMBAHHUA.

Pemenue:

X"V ren onpenensrouuii KpacHsIe r1a3a

X" — reH onpenesstoNInii Oelpie raasa



1) CkpemBaHue roMo3UroTHOM KPAacHOIIa30ii CAMKH ¢ $eJI0rIa3bIM CaMIIOM:
Pox™x™ % XYY

rx¥ N ¥
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Cootaomenue oco6eit B motomctse 1:1. [1o penotuiry Bce ocodu kpacHOTIIa3bIe.
ITosToMy:
1. XKenckux ocobeii B F; Ob110 48:2=240c00M.
2. B F; Bce camiipl (240c001) UMENH KpacHbIe Tiiasa.
3. Bce camku B F| 6111 KpacHOTIa36IMH (24 0COOH).
2) CkxpemBanue Mekay co00it l"l/lﬁvPI/IIIOB Fi:

P X EY X My

I A bl

W w w
For 7Y, MUY MUY vy
CoortHomreHue ocodeii B moromerse 1:1:1:1

[Tostromy: B F, 6emornaszeix camiioB 0buto0 (192:4; X, = 96 ocobeit).

B3aumopeiicTBiE reHOB: TIOJHOE TOMUHUPOBAHKE. 3aKOHBI TEHETUKU: 3aKOH YUCTOTHI TaMET U

CHCIIJICHHOC C I10JIOM HACJICAOBAHHC.

El

3agaya Ne9

CCHCKHI/IOHCPLI B HCKOTOPLIX ClIy4dadX MOT'YT OIIPCACIIUTD ITOJI TOJIBKO YTO BBEITYIIMBIONNXCS LBITIIIAT.
ITpu KaKux reHOTUIAaX POJUTENbCKHUX (HOPM, BO3ZMOXKHO 3TO CHENATh, €CJIM U3BECTHO, YTO T'€HBI
30JI0TUCTOTO (KOPUIHEBOTO) U cepedprcToro (0enoro) onepeHus pacroaokeHbl B X — XpOMOCOME U TeH
30JIOTUCTOTO ONIEPEHHUSI PELIECCUBEH 10 OTHOIICHHUIO K cepebpructoMy? He 3a0yapTe, 4TO Y Kyp
TeTEePOreHHBIM MOJIOM SIBJISIETCS AKEHCKUM!

Pemenue:

A —TeH cepeOpUCTOTO OKpaIIHBaHUsI

a — TeH 30JIOTHCTOTO OKpalINBaHUS

P $K‘“‘Y x dl};ﬂxﬂ
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[ETYIIFH KV OUKH
cepefpHCTRIE S0JI0 THCTEIE

Ipu ckpemyBaHiK cepeOPUCTON KYPOUKH € 30JI0TUCTHIM HETYIIKOM KypOUKH OyIyT BCE 30JI0TUCTHIE, a

netymku cepedpuctoie. Takum 06pa3om, IETYIIKH ¢ cepeOpPUCTON OKpacKol onepeHust OyIyT UMETh
A~y v v

renotun X X", a KypouKH ¢ 30JI0THCTOH OKpacKoii omepenus - X Y.

3apaua NelQ

T'uneprpuxo3 HacienyeTcs Kak CUEIUIEHHBIM ¢ Y — XpOMOCOMOM NPU3HAK, KOTOPBIXA MPOSIBIISIETCS JIMLIb K
17 ronam xu3au. OHa u3 GopM peTHHUTA (HOYHAsS CIIENOTa) HAcelyeTCsl KaK PelieCCHUBHBIM,
CIETUIEHHBIN ¢ X — XpOMOCOMOH IpHu3HaK. B cembe, re xeHmuHa mo o00uM Mpru3HaKaM 3/I0pOBa, a MyX
SBIISIETCS 00JIafiaTeNieM TOJIBKO TUIIEPTPUX03a, POIWICS MANBYUK C peTHHUTOM. OnpenennuTh
BEPOATHOCTD MIPOSABJIEHHS y 3TOTO MaJlbuuKa THIepTpuxo3a. OnpenenuTs BEPOATHOCTb POXKIECHUS B 3TOU
ceMbe aeTeil 6e3 000MX aHOManui 1 Kakoro, oHu OyIyT mosna.



Peienue:
X* — ren HOPMAaJIEHOTO HOYHOTO 3PEHUS;
X* —TeH HOYHOM CIIENOTEI;
Y* - reH runepTpuxosa;
Y — reH HOpMBI
S x Wy

G b

Fl: xfod. spfwh wdy'. oy’
CoorHomieHue ocodeii B moromerse 1:1:1:1
BeposiTHOCTS TIpOsBIIEHNS Y TIEPBOTO ChiHA THIepTpruxo3a — 100%. BeposTHOCT posKAeHHS 3TOPOBBIX

nerelt — 50% (oHu OyIOyT TOJIBKO JEBOYKH).

3apaua Nell

Y genoBeka ecTh HECKOIBKO (popm cToiikoro paxuta. OnHa u3 ero popM HacieayeTcss JOMUHAHTHO
CIICTUICHO C TI0JIOM, BTOpasl PeIlieCCUBHO — ayTocoMHas. KakoBa BeposSTHOCTh pOXKIIEHHUS OOJIbHBIX JICTEH,
€CJIM MaTh TETEPO3UTOTHAS 10 000UM (opMaM paxuTa, a OTell 37J0POBBI BCE €ro POJCTBEHHUKU
310pOBBI?

Pemenue:

X" — paxut (nepBas hopma);

X" — HopMa;

B — HOopMa;

b — paxuT (BTOpas ¢popma).

N3 ycnoBus 3aj1aun BUAHO, YTO T€HOTHUIT KEHILMHBI XAXaBb, a MY>KUUHBI — X*YBB — 0H TOMO3UTOTEH

10 BTOPOi1 Mape reHoB, T.K. BCE €ro POJACTBEHHUKH 310POBBIL.
P et % 3y
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Fi; sfod, sfeth, by, v
BepositHocTh 00bHBIX feTei 4/8 wn 50%. B3anmoielicTBIE IeHOB: MOJHOE JOMUHUPOBAHKUE. 3aKOHBI

TCHCTUKH, KOTOPBIC MCITOJIB30BAJIN MPU PCIHICHNUH 3a/1da4: 3aKOH YUCTOThBI raMeT, CLCIIJICHHOC C ITOJIOM
HaCJICJOBAaHHEC, 3aKOH HE3aBUCUMOT' O KOM6I/IHI/Ip0BaHH5{ IIPU3HAKOB.

3anauya Nel2

Y HEKOTOPBIX OPOJ Kyp I'eHbI, ONPENeNIIoIre OeIblii IBET U M0JIOCATYI0 OKPACKY OIEPEHUs], CLICTIIICHBI
¢ X — XpOMOCOMOIA, TIOJIOCATOCTh JOMUHHUPYET HaJ OO0 CILIONTHON OKpacKoi. ['eTeporaMeTHbIN 1O Y
Kyp >keHCcKuit. Ha nTuedepme Genbix Kyp CKPECTHITH € TIOIOCATBIMU METYXaMHU W OJTYYHIH T0JI0CaToe
OIIEPEHHE KaK y METYIIKOB, TaK M Yy Kyp. 3aTeM CKPECTHIIN 0COOH, MOyYEHHBIX OT IIEPBOTO
CKpEIIMBaHUs, MEXKIY COO0H U Moy 594 nmonocateix nerymka u 607 moIocaThIX U OeNTbIX KypOoUeK.
Omnpenennure reHOTUITBI POJUTENIEH U TOTOMKOB IEPBOTO U BTOPOTO MOKOJIEHHUS.

Pewmenue:

XA - 10JI0CaThIC;

X" — Genpie

YV Kyp rereporaMeTHsIi 110J1, y IETyX0B romorameTHeli. Ecnu B F; Bce MOTOMKM HE3aBUCUMO OT I10J1a
M0JIOCATHIE, TO METYX TOMO3UTOTEH U MOJIOCATOCTh — JOMUHAHTHBIN NpU3HaK. Bo BTopom mokosieHnu
HaOJIroaeTcs pacileruieHue pu3HaKa, Mo3ToMy NeTymok B F, Oyzer retepo3urores.

a)
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IIpakTuyeckas padora Ned
H3yuyeHue reneasornyeckux cxem
Hennb padoThI: COCTABIATH POJIOCIIOBHBIC, PEIIUTh TCHETHUYSCKHE 3a1a9 C IIOMOIIHIO
TeHEAIOTHYECKOT0, OJIM3HEIIOBOTO | MOMYJISIIMOHHO-CTATUCTHYECKOTO METO/1a U3yUEHUS TEHETHKHU
YeII0OBEKa; PEIIUTh 3a/Ia4H M0 COCTABIICHUIO CXEM HacJeIOBaHMs MPU3HaKa IpobaHa.
TeopeTuyeckasi 4acTb
I'eneanornyeckuii MmeToj
Hcmonp30BaHne 3TOTO METOAA BO3MOXKHO B TOM CIy4ae, KOTZIa W3BECTHBI NPSIMBbIE POACTBEHHUKH —
MpenKkn obJaaaTens HacIeICTBEHHOro Mpu3Haka (MpodaHAa) Mo MaTepPUHCKON M OTIIOBCKOW JMHHSAM B
psAy TIOKOJICHWH WM TMOTOMKH TNpoOaHAa TakKe B HECKOJIBKHX MOKoJeHUsX. I[lpu cocraBieHun
POJIOCIIOBHBIX B T'C€HETHKE HCIIONB3YeTCs OMpeieiieHHas cucteMa oOo3HaueHwid. [locnme cocramieHus
POJIOCTIOBHOM TIPOBOAMTCA €€ aHAINW3 C IENbI0 YCTAHOBJICHHS XapaKTepa HacleJIOBaHUS HM3y4aeMOro

MpU3HAaKa. 0 O 0 - @ O

1 2 3 4 ] B 7 d

H 10 1

YcioBHBIE 0003HAYEHN S, IPUHSTHIE PH COCTABJIEHUH POJAOCIOBHBIX:

1 — myosicuuna; 2 — swcenuyuna; 3 — nou He 8vlACHeH, 4 — obradamens U3yyaemMo2o nPUsHaKa, 5 —
2emepo3U2OMHbILL HOCUMEb U3YUAEMO20 PEYeCCUBHO20 2eHa, 6 — Opax, 7 — OpaK MydCHUHbl ¢ 08YMsL
JceHuuHamu,; 8§ — poocmeenHulll Opax, 9 — pooumenu, demu u NOPAOOK ux poicoerusi; 10 —
ouszucomuvle OausHeywl;, 11 — MoHo3U2OMHbIE ONU3HEYD.

bBau3HenoBblii MeTON

bru3HenoBocTh, T.€. poxaceHue 2 u 0oJiee IeTell OJHOBPEMEHHO, BCTPEUaeTCsl IPUMEPHO B 1 ciaydae
Ha kaxeie 100 pomoB. Pa3nu4aroT GIM3HEIOB MOHO3UTOTHBIX (MICHTHYHBIX) U AU3UTOTHBIX
(HemnmenTHUHBIX). [lepBhie 00pa3yIOTCs B pe3ylbTaTe OIUIOA0TBOPEHHUS OMHOMN SMIIEKIETKHA OJTHUM
CIIEPMAaTO30UI0M U (POPMHUPOBAHUH OJHOM 3UTOTHI, TPH HAYAJILHOM JPOOJICHUHA KOTOPOU
OTJIeNbHEIE O1acTOMEPHI 000COOIISIOTCS U M3 HUX T10 3aBEPIISHUH IPOOJIEHUS pa3BUBAIOTCS
T€HETHYECKU OJHOPOIHBIE OPTaHNU3MBL. BTOpBIE MOSIBIIIOTCS B PE3YJIbTaTe OJJHOBPEMEHHOTO
OIUIOIOTBOPESHHMS IBYX U 00Jiee SIMIIEKJICTOK JBYMsI U 00JIee CIIEpMAaTO30UIaMH U TIOCIIC Y OISO
o0pa3oBaHus IBYX M 00Jiee 3UT0T, U3 KOTOPBIX Pa3BUBACTCS COOTBETCTBYIOIIIEE YHUCIIO OJIU3HEIOB.
OHU pa3IUYHBI 10 TEHOTUITY U MOTYT OBITh KaK OJJHOTO, TaK M Pa3HBIX MOJIOB. M3yueHue
MPOSIBICHHS PA3IMYHBIX MPU3HAKOB Y MOHO- U JIM3UTOTHBIX OJIM3HEIOB JIACT BO3MOXKHOCTH CYJIUTh
0 POJIU HACJICICTBEHHOCTH U CPEJIbl B PA3BUTHH TOTO WM UHOTO NMPU3HAKA.

KoHKkopaHTHBIME CUMTAIOTCS OTM3HEIBI, €CIIM TaHHBIA MIPU3HAK MPUCYTCTBYET B (DEHOTHUTIE 00OUX
OJIN3HEIOB, TUCKOPJAHTHBIMH - €CJTH MPU3HAK UMEETCS TOIBKO Y 0 HOr0. HexoTopkie mpu3Haku
MIPOSBJISIOT OYSHD BBICOKYIO CTEIICHb KOHKOPJAHTHOCTH Yy 000MX OJIM3HEIOB (KaK MOHO3MT'OTHBIX,
TaK U AU3UTOTHBIX) - HAIIPUMED, KOPb, IPYTHE - UMEIOT 00Jiee BHICOKYIO KOHKOPJAHTHOCTD Y
OJTHOSIMIIOBBIX OJIM3HEIOB; M MEHBIIYIO - Y JIBYSIMIIOBBIX, HAIPHUMEP, CaXapHBIA AHa0ET,
TUIEPTOHUSI.

UYem BbIIIIe KOHKOPAAHTHOCTh, TEM 0OJIbIIIE POJIb HACJICACTBEHHOCTH B Pa3BUTHH JAHHOT'O TIPU3HAKA,
YEeM BBIIIE JUCKOPAHTHOCTD, TEM OOJIbINIE BIVSIHUE YCIOBHI CPE/Ibl HA TaHHBIA NPU3HAK.

BrnusitHue HacieICTBEHHOCTH Ha 3a00JICBaHMsI ONPECIIAIOT 110 (hopMyJie

Xonbuuurepa: H+ E =1, rae H - koaddunment Hacnengyemocty; E - koo uieHT BiusHus
cpeasl. H onpenenstor mo ¢popmyne: H = (Kmo6 - Kn6)/(100% - Knd),rae K -koHKOpAaHTHOCTD
0JIM3HENIOB; MO - MOHO3HTOTHBIEC OJIM3HEIIBI, 0 -IN3UTOTHEIE OJIM3HEIIHI.



Xoa padoThbl

Bapuant I

Bapuant 11

Pemnthb 3a1a4u ¢ MOMOUIbIO TeHEAJTOTMYECKOI0 METOAA

1. IIpoGana cTpamaer HOYHOI cienoToi. J[Ba
ero Opata Taxxe 60osbHBL [lo TrHUYN OTHA
mpoOaHIa CTpagaroNTuX HOYHON CIICTIOTOM He
0bL10. Mathk ipobana OonbHa. [IBE cecTphl U
JBa Opata MaTepH MpoOaHaa U UX JeTh
370poBbl. [10 MaTepruHCKOM JIMHUU U3BECTHO:
0alymika 6onbHa, AeIyIKa 3I0POB, CeCTpa
0aly1iku OonbHa, a Opat 310pOB, MpaaeayIIKa,
ero Opat u cectpa OOJIbHBI, TIpaIIpaeayIiKa, ero
Opar, mouYs U ABa ChIHA OpaTta 00JbHEL. JKeHa
npobaHja, ee pOIUTEIH U POJICTBEHHUKH
310poBbL. OnpenennTe BEpOSITHOCTh POKACHUS
OONBHBIX JeTelt B ceMbe npobanma. IToctpoiite
POJIOCTIOBHYIO.

1. [IpoGan — HOpMabHas KEHIIMHA UMEET
ST CECTEP, ABE U3 KOTOPBIX OTHOSHIICBEHIC
OJIM3HEITH, ABE — pa3HOSHIIEBEIE. Bee cecTphl
MMeEITH 110 IIeCTh MajblieB Ha pyKax. MaTb
npobaHia HOpManbHa, OTel| — IECTUMATBIN
(mommupaktrms). Co CTOpOHBEI MaTEepPH BCE
MPEIKK HOPMAIIBHBL. Y OTIa Ba OpaTa u 4eThIpe
cecTphl — Bce nsTunanslie. babymka no nuaun
oTIa mectunanas. Y Hee ObUTH /IBE IIECTUIIANIBIE
CecTphl U ofHa msrTunanas. Omnpenenute
BEPOSITHOCTH POXKICHUS B CEMbe MpodaHaa
HIECTUMAJIBIX ACTEH MPU YCIOBHUH, €CIIH OHA
BEIIZIET 3aMY’K 32 HOPMAJIFHOTO MYKUHHY.
[TocTpoiiTe poaoCIOBHYIO.

2. [IpobGann 310poB, oTell MpodaHa cTpagacT
SMHUIESPMOIII30M OYILIe3HBIM (0Opa3oBaHMe
My3bIpel pu TpaBMax) MaTh U €€
POICTBEHHHKH 3J0POBHI. J[Be cecTphl mpobania
3I0pOBHI, 0inH Opat 6onen. Tpu asinu co
CTOPOHBI OTIIA M MIX JIETH 3/I0POBBI, & TPH AN U
TeTsI — OOJBHBL. Y OIHOTO GOJILHOTO AN OT
MepBOro Opaka eCTh OOIBFHON CHIH U 3710POBast
JI09b, @ OT BTOPOT'O — OOJIBHBIE 10Yb U CHIH. Y
TPEThEero OOJIBHOTO AU — JBa OOJLHBIX ChIHA U
JBe OONBHBIX JAouepu. babymika mo oty
0ombHa, a AeyIIKa 370POB, 3A0POBHI OBLITH /IBE
cecTpsl 1 ABa Opara 6a0ymku. Onpenenute
BEPOSITHOCTh POKACHUS OOJIBHBIX JIETEH B CEMbE
npoOaH/a MPH yCIOBHH, YTO OH BCTYyIAeT B Opax
€0 310poBOM keHuHOM. [TocTpoiiTe
POIOCTIOBHYIO.

2. [Ipobann — 6onbHAsE MO3KEUKOBOM aTakcuei
(paccTpoicTBO B COKpAICHUN MBIIII] IPH
NPOU3BOJIbHBIX JIBIKCHUSIX ) )KeHIMHA. Ee
CYIpPYT 310pPOB. Y HUX IIECTh CEIHOBEN TPHU
nodepu. OMH CBIH U OJIHA T0Yb OOJIHHBI,
ocTalbHbIC — 3710pOBHI. [Ipoban nmeeT
3II0OPOBYIO CECTPY U TPEX OOJILHBIX OpPaThEB.
3mopoBas cecTpa 3aMyKeM 3a 3JI0POBBIM
MY>KYHHOH U UMEET 310POBYIO 104b. Tpu
00JIbHBIX OpaTta mpoOaHa KEHAThI HA 3JJ0POBBIX
JKeHIMHAX. B ceMbe mepBoro Opata Tpu
3JI0POBBIX ChIHA M OJTHA 3/I0pOBasi JI04b. B cembe
BTOpOTo Opara — ChbIH U O0JNIbHAS 10Yb, B CEMbE
TPETHETO — JIBA ChIHA M TPU J0YEPHU 3AO0POBHI.
Orten npobanya 6osneH, a MaTh 30poBa. Kakosa
BEPOSITHOCTD TIOSIBJICHUS OOJIBHBIX JIETCH Y
00JIBHOM JToUepH MpodaHIa, eCIM OHA 3aMYyKEeM
3a 310pOBBIM My>kunHOU. [locTporite
POJIOCIIOBHYIO.

3. O6a MOHO3UTOTHBIX OJM3HEIA CTPAIAIOT
MaHHaKaJIbHO-IEMPECCUBHBIM IICHX030M B 96%
CIIy4aeB, a IM3UTOTHBIE OJIM3HEIHI - TOJBKO B
19%. Onpenenure q0J0 BIUSHUAA
HACJICJICTBCHHOCTH Ha Pa3BUTHE JAHHOTO
3a00J1€BaHU.

3. Yro OKa3bIBacT PEIIAIOIICe BIUSHUE -
HACJIEJICTBEHHOCTh WM Cpejia Ha pa3BUTHE Y
pebenka caxapHoro quadera? J[MCKOPIaHTHOCTh
MOHO3UTOTHBIX OJIM3HEIIOB 10 JJAHHOMY
3a0o0s1eBaHuIO cocTaBisteT 35%, a TU3UTOTHBIX
Onm3HenoB - 82%.

4. Opunakosas ¢popma yuieit umeercst y 98%
MOHO3HUI'OTHBIX OJIN3HENOB, a y 60%
JIU3UTOTHBIX OJIM3HEIOB (hopMa YIIeH pa3Hasi.
Yro Goplie BAUSIET HA HATTMYUE y JAeTeH
OJIMHAKOBOM (OPMBI yIIIei?

4. OnuH w3 OJIM3HEIOB CTpagaeT reMo e,
TOTJ]a KaK BTOpOU OIM3HEI (MaJburK) 370POB.
KaxoB BepoATHBII 101 6JIM3HEIA, CTPAJAIOIIEro
reMO(IIHEH, SIBISIFOTCSI JTU OJIM3HEIIbI
MOHO3HUT'OTHBIMHU U KAKOBBI UX T€HOTHIIBI?




JlonoJiHUTeNbHbIE 32/1a4H
I'eneanormyeckuii MmeTox
3agaun
1. IIpo6ann cTpamaer geeKTOM HOT'TEH M KOJIEHHOM JaIlleukH, a ero 0part 310poB. DTOT CHHAPOM
OB y OTIa MpoOaH/a, a MaTh 370poBa. babymika mpoOdaHaa 1o JIMHUA OTIA 370POBA, a JIeAyIIKa
6onen. Oren mpobaHaa UMeEET TpeX OpaTheB U YETHIPEX cecTep, U3 HUX JABa OpaTa M JBE CECTPHI C
CUHIAPOMOM. BOJIBHOM As1/151 110 JIMHUK OTIA JKE€HAT Ha 30POBOIl JKEHIMHE U UMEET JBYX J0Yepei U
cetHa. Bee et 3m0poBel. OnpeniennTe BEpOSITHOCTD MOSIBICHUS IeTel C CHHAPOMOM B CEMbE
npobaH/a, eciy ero cynpyra He OyAeT cTpafarh Ae(EeKTOM HOTTEH U KOJICHHOW YallIeyKH.
[MocTpoiite poaOCTOBHYIO.
2. CocTaBbTe POJOCIOBHYIO 110 JaHHBIM aHamHe3a. [Ipobann - 6ompHas mu30ppeHnei JKeHInHA.
Ee Opat u cectpa 310poBsl. OTen; mpodanaa 310poB. Co CTOPOHBI OTLA HMEIOTCS CIEAYIOIIUE
POACTBEHHHKH: OONBbHON MM30(ppeHuel a5 U ABE 3J0POBbIE TETKH, OIHA U3 HUX UMEET TPOUX
3I0POBBIX JETEH, BTOpas - 3M0pOoBOTO ChIHA. Jlem 1 6abka co cTopoHBI oTHa 310poBEl. CecTpa 0a0km
Oomena mm3odpenneir. Marb mpobanma, asas1, 1ed u 6adka ¢ MAaTEPUHCKOW CTOPOHBI 3I0POBBL. Y
JSIIM 1Ba 37I0pOBBIX pedeHka. CocTaBUB POAOCIOBHYIO, ONPENEIUTE MO KaKOi JTMHUM MepeaaeTCs
MIPEeAPACIIONIOKEHHUE K O0Ie3HN?
3. CocTaBbTe POAOCIOBHYIO OOJIFHOTO SIHIIIECTICHE My>K4iHBI. Poaurenu npobanna, ero 6pat u
cecTpa - 310poBHI. J[Be TETKH O JINHIUH MaTepH 37I0POBBL: 00€ 3aMy>KEM U UMEIOT 110 OJHOMY
310poBoMY peOeHKy. Jlea u 6a0yiika o MaTepUHCKOM JTUHUU 3/10pOBBI. [10 OTIIOBCKOM JIMHUM: I/,
0aly1Ika 1 TeTKH 310pOBBIL. JleTH [/ (CBIH 1 109b) - 3I0POBBL. Y TETKH - CBIH OOJTHHON
snmencueii. CocTaBuB poJOCIOBHYIO, ONPEICIINTE, M0 KaKOH JTMHUH MTepeaaeTcs
MPEAPaCIIOIOKEHHOCTh K 60e3Hn?
4. IIpoGany - 3m0poBast 3aMyKHSS JKEHIIIHA, 00PATHUBIIIASICS B MEIUKO-TEHETHIECKYIO
KOHCYJIBTAIIHIO TI0 BOIIPOCY O MPOTHO3€ 3a00JIEBaHMUS Y TIOTOMCTBA B CBSI3U CO CITYYasiMH
MaHHMaKaJIbHO-ACTIPECCUBHOTO TICHMX03a B ceMbe. Ee ponuteny, 6pat u cectpa 310poBbl. Cectpa
uMeeT 310poBoro pedenka. [lo MmaTeprHCKOM THHUM - TETKA, JIBE €€ ToYepH, el 1 0adka 310pOBHI.
I1o oTHOBCKO# IMHUM UMEIOTCS 37J0POBBIE TeTKA U A4/ [[BOIOpOAHEII OpaT OT TETKHU mpodaHa
3[I0POB, IBOIOPOJTHASI CECTPa OT ASAU 00JeeT MaHHAKAIbHO-JIEPECCUBHBIM TICHX030M. JTOH Ke
0oIe3Hblo cTpanana cectpa 6abku 1o oTHoBcKoM auHUKM. Cama 6abka u Je/ 310poBel. Myx
mpoOaH/a, 1B CECTPHI €T0, ITIEMSIHHNIIA ¥ POJIUTENN My»Xa 310poBHL. Jlen 1 6abka Toxe ObLTH
3110poBbl. CocTaBbTE POAOCIOBHYIO, OIIPEALIIUTE, Yepe3 KOro U3 MOKOJICHHS 0B IepeiacTcs I'eH
MPEPACIIOIOKEHHOCTH K OOJIE3HH.
5. CocraBbTe POAOCIOBHYIO CEMBH CO ClTydasiMu atakcuu Opuapeiixa (pereccuBHO HacaeIyeMoe,
NPOrpeccUpyoLIee PACCTPOUCTBO KOOPAMHALIMM ABWXEHUH ). 3J0POBBIE MY U JKEHA - TBOIOPOIHbIE
cuOCHI - 310pOBBI. bpat My»a u 1Be cecTpbl JkeH 370poBbl. OOIIHKi A/ CYIIPYTroB TOXkKe 3A0poB. Mx
obmrast 6abka ObLTa 3710pOBa, a JIe/1 CTpajal aTakcueil. Bce poJIcTBEHHUKH €O CTOPOHBI OTIIA MYXKa, B
TOM YHCIIE: JBa JISAH, ABOIOPOIHAS cecTpa, Ae 1 0abka 310poBbl. Bee poCcTBEHHUKH CO CTOPOHBI
MaTepH KEHBI, B TOM YKCJIe JBE TETKH, IBOIOPOIHBIN Opart, nen u 6abka 370pOBHL.
a) CocTaBUB pOJIOCTIOBHYIO, OTMETHTE TEX YWICHOB CEMbH, T€TEPO3UTOTHOCTH KOTOPBIX 110 TEHY
aTaKCUU HE BbI3bIBAET COMHEHMUS.
0) [lonTBepkaaet v poOCIOBHAS PEIIECCUBHBIN XapaKTep Haclle0BaHus 00Je3HN?
6. CocTaBbTe POIOCIOBHYIO CEMbH CO CITydaeM BPOXKJICHHOW KaTapakTsl. [Ipoban - My>k4HHa,
CTpaJaroNInid KaTapaKTol, KoTopas Oblila TaKkKe y MaTepy U JieAa 10 MaTepUHCKOMN TuHUH. Jlsis,
TETKa CO CTOPOHBI MaTEPU U TPH JIBOIOPOIHBIX OpaTa oT Asau 310poBbl. Oten npodanaa, TeTKa 1o
OTIIOBCKOM JIMHUHM, a TAK:Ke Jie]] 1 6abka co CTOPOHBI OTIA - 3710poBhI. JKeHa npobaHa, ee cecTpa,
JiBa ee Oparta 1 poJUTEIN KeHBI 310poBhI. M3 IBYX jeTei npobana, ChiH 37I0pPOB, a JI0Yb CTPaacT
BPOKIACHHOMN KaTapakTOM.
a) CocTaBUB POJIOCIIOBHYIO (YETHIpE MTOKOJICHHUSI ), OTIPEICIIUTE TUIT HACJIeOBAHUS OOJIE3HU B dTOU
ceMbe.
0) YKaXuTe TeHOTHUIIBI TeX WICHOB CEMbH, Y KOTOPBIX TEHOTHUIT MOXKET OBITh yCTAaHOBJICH
JOCTOBEPHO.
7. CocTaBbTe POIOCIOBHYIO CEMBH CO CITy4YasiMU Tporpeccupyronield Mmuonatuu Jlromena (arpodust
CKEJIETHON MYCKYJaTyphl C OBICTPBIM Pa3BUTHEM M TSDKENBIM TeueHueM). [Ipoban - 6onbpHOM
Muonarueii Manpuuk. [lo qanHBIM cOOpaHHOTO y poanTeNeil aHaMHe3a, cCaMi POAMTEINN U JBE
cecTpbl mpodana 3M0poBkL. [10 OTIOBCKOM JIMHUY JBa JSI1TU, TETKA, A€l 1 6a0ka mpobaHaa



310pOBEIL. JIBE TBOIOPOAHBIC CECTPHI OT IS M IBOIOPOIHEIN OpaT OT TeTH MpodaHa 310poBHl. 1o
JUHUW MaTepH MpoOaHIa OuH U3 ABYX AsSAcH (crapmmii) 6oern MuonaTueii. Bropoit msms
(37OPOBBIN) UMEN IBYX 3I0POBBIX CBIHOBEH M 370pOBYI0 A04b. TeTs mpobanaa umena OOIBHOTO
ceiHa. Jleq u 6a0ka 310pOBHL.

a) CocTaBUB POJOCIOBHYI, OTMETHTE THIT HACIIEAOBaHM OOJIE3HU B 3TOH ceMbe.

0) YKaXuTe TeTepPO3UTOTHRIX WICHOB POJIOCIOBHOM.

8. [Ipobany cTpamaet HOYHOM cienoToit. Ero nBa OpaTta Takxke OOJBHBL

ITo muaMm oTIa MpoOaHaa CTPANAOIINX HOYHOM cIIenoTol He Obl10. MaTh pobana

OompHa. J[Be cecTphl 1 1Ba Opata MaTepu npobdanaa 310poBsl. OHU UMEIOT TOJBKO

300pOBBIX JeTei. [To MaTeprHCKOI TMHNY alblile N3BeCTHO: OalymiKa 00JbHa,

JIeAyIIKa 37I0pOB, cecTpa 0aldyiiku OonbHA, OpaT 340POB, MpajaeLymKa (oTer 0a0yIIKK) CTpagal
HOYHOM CJIETIOTOH, cecTpa U Opart mpaieAyKy ObLTH OOJIBHBI, TIparpaneayka 0oieH, ero opar,
UMEIOIIUI OONBHYIO 10Yb U IBYX OONBHBIX CBIHOBEH, OoneH. XKeHa mpobaHna, ee poauTenau u
POACTBEHHHKH 30pOBBL. ONpeiennTe BEPOSTHOCTh POXKACHUS OOJBHBIX IeTel B ceMbe MPodaHaa.
9. Ilpobanx nMeeT OeIbIi TOKOH B BoJIocax Hazo J0oM. bpaT mpobanma 6e3 T0KOHa, TI0 TUHUH OTIIa
npoOaHIa aHOMaIui He oTMedeHo. MaTh ipobanma ¢ 6enbiM JIokoHOM. OHa HMEET TPEX CECTep.
JIBe cecTpsl C JOKOHOM, OJTHa - 6€3. Y OJHOI U3 TETOK MpoOaHga co CTOPOHBI MaTePH ChHIH C
JIOKOHOM M J04b 0e3 JIoKoHA. TpeThs TeTka mpobdaHIa co CTOPOHBI MaTepH 0e3 JIOKOHA ¥ UMEET
JIBYX CBIHOBEH U OJIHY JI09b 0e3 okoHa. Jlen mpobaHma mo JTHHUN MaTepy U ABOE €ro OpaTheB
uMeIH Oellbie JIOKOHBI, a ellle ABoe Obutn Oe3 TokoHoB. [Ipagen u npanpaaesn Takxe UMeIn OembIi
JIOKOH Hazio n16oM. OnpenenuTe BEpOsSTHOCTD POKACHUS JIETel ¢ OesIbIM JIOKOHOM HaJI0 JIOOM, ecin
MpoOaH]T BCTYIWI B Opak cO CBOEH TBOIOPOIHOM ceCTPOil, UMEIOIIHI STOT JIOKOH.

Bban3HenoBbI METO

3agaum

1. KOHKOpIaHTHOCTh MOHO3UTOTHBIX OJIM3HELOB MO 3a00JI€BaHUI0 TYOEPKYJIe30M cocTaBisieT 37%,
a MU3UTOTHEIX - 15%. UTo OKka3bIBaeT OoJblliee BIUSHUE HA Pa3BUTHE ITOTO 3a00JICBaHMUS -
HaCJIEICTBEHHOCTH WK cpena?

2. Nmemuueckas 6one3np Habmonaercs B 44% cinydaeB y 000MX MOHO3UTOTHBIX ONHM3HELOB U B
12% cny4aeB y 000HMX IU3UTOTHBIX OM3HEI0B. KakoBa J0I1st BIUSHUS YCIOBUH Cpe/ibl HA Pa3BUTHE
JTAHHOTO TIpU3HaKa’?



IMPUJIOXXEHUE

Pemenus 3a1a4 1o reHeTHKe HA COCTABJIEHUE U AHAJIM3 POIOCIOBHBIX
3agaua Nel
Bonesns Hacnemyercs 1o ayTocoOMHO-perieccuBHOMY THITy. [IpoGana 00JeH, U ero pojoCcIOBHAS UMEET
CIEeAYIOIIUN BU/T;

oré  Bro
Ao hbed o

Puc. 1. I'pagpuueckoe uzobpasicenue pooocio8HOU NO AYMOCOMHO-PEYECCUBHOMY MUNY HACTE008AHUSL
NPUSHAKA.
JKena mpoOanaa 310poBa 1 HE COAEPIKHUT B CBOEM TEHOTHIIE TATOJIOTHUECKUX ajuteneil. Yemy paBHa
BEPOATHOCTH POXKJIECHUS Y IpoOaHaa 310poBOro pedbenka?
Pemenue:
I'eHHas 3amUCh CKPEIMBAHHUS:

F: ? LV b4 oA aa

2 0p 0BT b omERoA

I & a
Fyi &a
2MOpOEEIE

BeposTHOCTD poXAECHNUS 370pOBOTO peOeHKa (TeHOTHN Aa):
P=1/1=1 (100%).

Omeem:
BepositHOCTD pokaeHus y npobanza 3moposoro pedenka pasaa 1 (100%).

3agaya Ne2
Omnpenenuts TUI HACIECAOBAaHUS IPU3HAKA. Y CTAHOBUTH BO3MOKHBIE [€HOTHIIBI BCEX YJICHOB
POIOCIOBHOM.
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Puc.2. I'pagpuueckoe uzobpasicenie pooociosHOU No 201aHOPULECKOMY MUNY HACLEeO008AHUSA NPUSHAKA.
Pemenne:

Nzydaemblii mpu3HAK BCTPEYAETCS TOIBKO Y 0COOEH MY>KCKOTO TI0J1a B KaXK/IOM TTOKOJICHUH U TiepeaaéTcs
OT OTIIa K CHIHY, ITPH STOM BCE MAILYUKHU POKIAFOTCS C ITUM MPU3HAKOM, TO MOXHO AyMaTh, YTO
M3y4aeMBblil TeH HaXOAUTCA B Y -XpoMocoMe (TOJaHIpHUYeCcKOe HACIeJOBaHUE).

Omeem:

Bo3MokHBIE TEHOTUIIBI BCEX WIEHOB POJOCIOBHOM:

Y? — Hanuuue JAHHOM aHOMAJIUM;

Y® - HOpMAaJIbHOE pa3BUTHE OpraHu3Ma (OTCYTCTBHE TaHHON aHOMAJUN).

Bce My>K4nHBI, CTpaarolye JaHHON aHOMaIel, MMEIOT reHoTur: XY,

Bce Myx4mHBI, Y KOTOPBIX OTCYTCTBYET JaHHASI aHOMAJIUS, UIMEIOT TEHOTHIT: XY®.

V KeHIINH JaHHas aHOMAJIAS OTCYTCTBYET.



http://buzani.ru/zadachi/genetika/1769-nasledovanie-priznakov-u-cheloveka-zadachi-181-184
http://buzani.ru/zadachi/genetika/1627-tipy-nasledovaniya-priznakov-zadachi-90-93
http://buzani.ru/zadachi/genetika/1020-golandricheskij-tip-nasledovaniya-rodoslovnaya

3agaua Ne3

CoCTaBUTh POJOCIOBHYIO, COCTOSIIIYIO U3 ISATH ITOKOJCHHUH 10 ayTOCOMHO-TOMHUHAHTHOMY THITY
HACJIEOOBaHUA.

Pemenne:

AyTOCOMHO-TOMHHAHTHOE HACJIEIOBAHUE:

1. mpU3HAK BCTPEYAETCS YaCTO, B KAXKIOM ITOKOJICHHUH,

2. IpU3HAK BCTPEYACTCS Y ACTEH, Y KOTOPBIX XOTS ObI OJIMH U3 POIUTEICH UMEET U3yYaeMblil MPU3HAK;
3. My»XYUHBI M )KCHIIUHBI C U3y4aeMbIM MTPU3HAKOM BCTPEYAIOTCS C IPUOTH3UTENEHO OJTMHAKOBOM

JaCTOTOM.
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Puc.3. I'paguueckoe uzobpasicenue po0ocio8HOU NO aymMoCOMHO-OOMUHAHMHOMY MUNY HACE008aHUIO

NpU3HaKa, COCMoawell U3 NAmu NOKOJIEeHUU.

JIroqu ¢ u3ydaeMbIM IPU3HAKOM BCTPEYAIOTCS YacTO, B KaXKI0M IIOKOJIEHUH; YEJIOBEK, UMEIOILMM
M3y4YaeMblil IPU3HAK, POXKAACTCA B CEMbE, Il 00513aTeIbHO XOTs Obl OMH U3 POJUTENEH UMEET
u3y4aeMblid mpu3HaK. [[03ToMy MOXKHO cAeNnaTh NEPBBIA NPEABAPUTEIbHBIN BBIBOJ: U3y4aeMbIid IPU3HAK
SIBJISIETCS] IOMUHAHTHBIM. B po10CIOBHOMN 7 KEHIIMH U 6 MY)KUWH UMEIOT 3y4aeMblil TpU3HaK.

MOHO CYHTATh, YTO U3yYaeMBbIil MPU3HAK C MIPUOIN3UTEIHLHO PAaBHON YaCTOTOM BCTpEYaeTCs U cpelin
MYKUVH, ¥ CPEAM KEHIIUH. DTO XapaKTEPHO I MIPU3HAKOB, TEHBI KOTOPBIX PACIOJIOKEHBI HE B
MIOJIOBBIX XPOMOCOMaX, a B ayrocoMax. [103ToMy MOXKHO cienaTs BTOpOil IpeIBAPUTEIbHBIN BBIBO:
M3y4aceMblid IPU3HAK SIBISIETCS Ay TOCOMHBIM.

Omeem:

Takum 00pa3om, IO OCHOBHBIM OCOOCHHOCTSIM HACJIEJOBAaHHE U3y4aeMOoro MpHU3HaKa B 3TOH
POJIOCTIOBHOM MOXHO OTHECTH K ayTOCOMHO-TOMHHAaHTHOMY Tumy. KpoMe Toro, 3Ta pofocioBHas He

obmamaeT HAOOPOM 0COOEHHOCTEH, XapaKTEPHBIX ISl IPYTUX TUIIOB HACJICIOBAHUS.
CHMBOJTBI, HCITONIE3YEMbIE TIPY COCTABICHUU TPaPUIECKOTO H300paKEHHS POIOCTIOBHOM:

-
L]

|:|- 0co0b MYIKCKOI'0 110J1a, HC UMCIOIIAA U3y4acMOI0 IIPpU3HaAKa,
D- 0CO0B JKEHCKOTO I1oJjia, HEC UMCIOIIad U3y4aeMOT O IIpHU3HAaKa,

. - 0co0b MYIKCKOI'0 11oJia, UMCromias H3y‘laeMBIﬁ IIPpU3HAK;

.- 0CO0b JKEHCKOT0 moJjia, UMCromas H3y‘la€MBIfI IIPU3HAK;
iy e
- 6pa1< MYKYUHBI U JKCHIIUHBI;

| L] - OJIM3KOPOICTBEHHBIN Opak;

[
O

|
A

- ICTH OJIHOM POAMTEIILCKOW Taphl (CHOCHI);

- 6e3neTHbI Opak;

- mpobaH.
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3agaua Ned

CoCTaBUTh POJOCIOBHYIO, COCTOSAIIYIO U3 IIATH ITOKOJCHHUH 10 ayTOCOMHO-PEIIECCHBHOMY THITY
HACJIEOOBaHUA.

Pemenne:

AyTOCOMHO-PEIIECCBHOE HACIICIOBAHHUE:

1. mpu3HAK BCTPEYAETCSA OTHOCUTEIBHO PEAKO, HE B KAJKIOM IIOKOJICHHU;

2. eclu MpU3HAK UMEETCsl Y 000X POJIUTEINICH, TO 3TOT MPU3HAK UMCIOT BCE UX JICTH;

3. IpU3HAK BCTPEUYACTCS U y JAETEH, POJUTENN KOTOPBIX HE UMEIOT U3y4aeMOro NMprU3HaKa;

4. MY>XYWHBI ¥ )KESHIIMHBI C H3Y9aEMbIM MIPU3HAKOM BCTPEYAIOTCS ¢ IPUOIU3UTEIBHO OJTMHAKOBOM

YJaCTOTOH.
11 |
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Puc.4. I'paguueckoe uzobpasicenue pooocioHol No aymocoOMHO-PeYeCCUSHOMY MUnY HAc1e008aHUI0
NPUSHAKA, COCMOoAWeli U3 NAMuU NOKOAEHUI.

[Ipu3Hak BcTpeyaeTcs y AeTeil, pOAUTENN KOTOPBIX HE UMEIOT AaHHbIM npu3Hak. [Ipu3Hak BcTpeyaeTcs
OTHOCHUTEJIFHO PEKO HE B KaX/10M ITOKOJIEHUH.

My)K‘II/IHI)I 1 )KCHIIWHBI UMCIOT 3TOT IPU3HAK B paBHOI‘/'I CTCIICHHU, YTO YKa3bIBA€T HA TO, UTO I'CH 3TOI'O
MPU3HAKa JIOKAJIM30BaH B ayTOCOME U MepetacTcs o ayTOCOMHO-PELIECCUBHOMY THILY.

Omeem:

CHMBOJIBI, HCHIOJIB3YEMBIE TIPH COCTABIICHUH TpahuIeckoro n300paKeHus: POIOCIOBHOM:

L. oco6s MY>KCKOT'0 TI0J1a, HE MMEIOIasl U3y4yaeMoro pru3HaKa;
(2. 0c06b JKEHCKOTO T10J1a, He UMETOIIIas U3y9aeMoro MPH3HAKa;

M- oco6s MY>KCKOT'O TI0J1a, UMEIOIIas N3y4aeMblii TPU3HAK;

®

- 0COOB KEHCKOT0 10713, UIMEIONIasl U3y4aeMblii IIpU3HAK;

[ ™
- 6pa1< MYXXYUHBI U )KCHIIUHBI,

EFIZD - OJIM3KOPOJICTBEHHBIN Opak;
[
4dd

- IETH OJTHOM POJIUTEIBCKOM mapsl (CHOCHI);

- Oe3neTHbIH Opak;

- mpoOaHI.



http://buzani.ru/zadachi/genetika/1627-tipy-nasledovaniya-priznakov-zadachi-90-93
http://buzani.ru/zadachi/genetika/1627-tipy-nasledovaniya-priznakov-zadachi-90-93
http://buzani.ru/zadachi/genetika/1627-tipy-nasledovaniya-priznakov-zadachi-90-93
http://buzani.ru/zadachi/ege-biologiya/796-versii-zadach-po-genetike-ege-biologiya-zadachi-12-23

3apaua Ne5
OnpenennuTts THI HACIENOBAaHUS PU3HAKA. Y CTAHOBUTH BO3MOYKHBIE T€HOTHUITHI BCEX WICHOB
POAOCTIOBHOM.
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Puc.5. I'paguueckoe uzobpadicenue pooociogHOl NO peyecCusHOMY CYenieHHOMY ¢ X-XxpoMocoMOou muny
HACNe008aHUsA NPUSHAKA.
Pemenue:
IIpu3Hak BcTpeuaeTcsa OTHOCUTENBHO peako. [IpusHak nposBistercs y AeTel, pOAUTENN KOTOPBIX HE
MMEIOT 3TOT0 MpHU3HaKa. V3ydaeMblil Mpu3HaK, BCTPEYaloTCs y NMpeIcTaBUTeNIel My »KCKOTO mojia
MIPUMEPHO B PaBHOM CTENIEHH U OYEHB PEAKO y MPEICTaBUTEINEH )KEHCKOTO 1Moa (B POIOCIOBHON 5
MYXUHUH U | )KEHIIMHA), TO3TOMY MOKHO AyMaTh, YTO U3y4aeMblil IPU3HAK PELIECCUBEH U CLCTICH C
MOJIOM: OOYCJIOBJIMBAOIINI €0 TeH PACIOI0KEH B MOJIOBOH X- XpOMOCOME.
Omeem:
Tun HacnenoBaHUs: PELUECCUBHOE CLEINIEHHOE ¢ X-XpOMOCOMOM HaclleJOBaHUE.
Bo3MorkHbIE TeHOTHUIIBI BCEX YJIEHOB POJIOCIOBHOM:
Hanuuune npusnaka - X%
OrcyTcTBHe Mpu3HaKa — X'
[eHOTHII IpeICTaBUTENEH MY)KCKOTO ITOJIa ¢ JAHHBIM MPU3HaKOM — XY, ['€HOTHII My>K4UH C
OTCYTCTBHEM JIaHHOTO TIpH3HAKa - XY . ['€HOTHII KEHIIMHBI ¢ HATMYMEM JaHHOTO MpU3HaKa - X X,
B03MOXHBIE T€HOTHITBI XKEHIIUH, Y KOTOPBIX OTCYTCTBYeT pu3Hak - X X wmm X X*. ['enoTuns!
OCHOBaTelel poaa:

‘? XAXY & XY.

I'enoTun npoGana - XAY.

3agaua Ne6

CocTaBUTh POJIOCIOBHYIO, COCTOSIIIYIO U3 TISATH IMOKOJICHUH 110 IOMUHAHTHOMY, CHEIUIEHHOMY C X-
XPOMOCOMOU THITY HACJICTIOBAHMSI.

Pemenne:

JloMHHAHTHOE CIIETIIIEHHOE ¢ X-XPOMOCOMOW HaCJIe/JOBaHUE!
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Puc.6. I'paguueckoe uzobpasicenie podocio8HOU N0 OOMUHAHMHOMY NPUSHAKY, CYENAEHHOMY ¢ X-
XPOMOCOMOII.

Omeem:

[Ipu3Hak BcTpewaeTcs B KaX10M mnokoseHun. [IpusHak BcTpewyaercs y AeTei, y KOTOPBIX XOTs Obl OHH
U3 pOAUTENEH UMeeT NaHHBIN Npr3HaK. [Ipu3Hak BcTpedaeTcss M y My»KUUH U y JKEHIIHH, HO Y KEHIIUH
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NpUOIU3UTEHHO B JIBa pa3a OoJbIIe, YeM Y My>KUHH. Eciin n3ydaeMblii MPU3HAK UMEET MY»KUUHA, TO BCE
ero jo4epu OyIyT UMETh 3TOT MPHU3HAK, a Y BCEX €r0 CBIHOBEH 3TOT MpHU3HaK Oy/AeT OTCYTCTBOBATD.
CHMBOJIBI, HCITOJIE3YEMbIC TIPY COCTABICHUU TPAPUICSCKOTO H300paKEHUS POIOCTIOBHOM:

|:|- 0co0b MY>KCKOI'O I10J1a, HC UMEIOIasd U3y4aeMOoro Ipru3HaKa,

D- 0C00Bb KEHCKOTO I1oJjia, HC UMCIOIIAd U3y4aeMOT O IIPHU3HAKA,

M- oco6s MY>KCKOT'O TI0J1a, UMEIOIIas N3y4aeMblil TPU3HAK;

®

- 0c00b KEHCKOT0 014, UMEIONIasl U3y4aeMblil IPU3HAK;

iy e
- 6paI< MYJKYUHBI 1 JKCHIIUHBI;

EFIZD _ 6HH3K0p0HCTBCHHHﬁ 6paK;
[
HESRn

3agaua Ne7
OnpeneiuTsh THIT HACIEAOBAHHS PU3HAKA. Y CTAHOBUTH BO3MOXKHBIE TCHOTHITH BCEX YJICHOB

POAOCIIOBHOM.
e
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Puc.7. Tun nacneoosanus npusnaxa

Pemenue:

Omnpe/eneHre TATIA HACIEAOBAaHUS PU3HAKA:

Jltoau ¢ n3yyaeMbIM MPU3HAKOM BCTPEYAIOTCS B POJIOCTIOBHOM PEAKO, HE B Ka¥KJIOM MOKOJIEHUH, TIPU3HAK
BCTPEUAETCsl ¥ YEIOBEKa, POJAUTENH KOTOPOrO HE MMEIOT N3y4aeMoro Mpu3HaKa, 3HaYUT, JaHHBIH
MIpHU3HAK perecCUBHBIN. [Ipu OIM3KOPOICTBEHHOM CKPEIUBAHUH HAOIOIAETCS POXKACHHE OOIBIIOTO
KOJINYECTBA JIeTeH ¢ JaHHBIM npu3HakoM. [Ipru3Hak BcTpeuaeTcs MpuOIM3UTENBHO OJTMHAKOBO PEIIKO Y
MYKYHH U 'y )KEHIIUH (Y )KEHIIUH - 3, y My>KYHUH - 2), TO MOXHO MPEINOJI0KHUTh, YTO U3ydaeMbIil
MIPU3HAK SBJISETCS ayTOCOMHBIM, T. €. 00YCIIOBIMBAIOIINI €T0 Te€H PACTIONIOKEH B ayTOCOME.

Omeem:

Takum 06pa3oM, M0 OCHOBHBIM 0COOEHHOCTSIM HaclieI0BaHNE NU3YYaeMOTO MMPU3HAKa B ATON
POJIOCIIOBHON MOXHO OTHECTH K AYHOCOMHO-peyeccusnomy muny. Kpome Toro, 3Ta poJociaoBHas HE
o0nagaetT HaOOPOM OCOOEHHOCTEH, XapaKTEPHBIX ISl IPYTHUX THUIIOB HACIIEIOBAHHS.

Bo3MoKHBIE TE€HOTHITBI BCEX YJIEHOB POJIOCIOBHOM:

A — ajiens JOMUHAHTHOIO T'€HA,

a — aJJIeNIb PELlECCUBHOTO I'eHa.

I'eHOTHITEI OCOOEH, UMEIOINX JTaHHBIN pH3HAK: (aa).

I'erorumel ocHOBatenew pona (0coors Nel u oco6n No2) —Aa.

['eHOTHIIBI OCTATIBHBIX OCOOEH MOXKHO MPENCTABUTH TakK: (A ).

- IETH OJTHOHM pOAUTEIIbCKON Mapsl (CHOCHI);

- Oe3eTHbIH Opak;

- IpoOaH.
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3amauya Ne§

CocTaBUTh POJOCIOBHYIO, COCTOSIIYIO U3 MISATH IMMOKOJIEHHUH 110 PEllECCHBHOMY, CIIETIEHHOMY € X-
XPOMOCOMOM THUITY HACJICIOBAHMUSI.

Pewmenue:
PeneccuBHOE criernieHHOe ¢ X-XpOMOCOMOM Hace0BaHUeE:
1) mpu3HAK BCTpedaeTcsi OTHOCHUTENBHO PEIKO, HE B KAXKIOM MOKOJICHUH;

2) mpu3HaK BCTPEYaeTCs MPEUMYIIECTBEHHO Y MY>KUHH, IPHYEM Y UX OTLOB MPU3HAK, OOBIYHO
OTCYTCTBYET, HO UIMEETCsI y Ie10B (IIpaAeioB) 110 MAaTEPUHCKOI JTHHNY;
3) y 'KEHIUMH NPU3HAK BCTPEYaeTCsl TOIBKO TOIJa, KOTa OH UIMEETCS U Y UX OTLA.

o '
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Puc.8. I'pagpuueckoe uzobpasicenue pooociosHolU ¢ peyecCusHbiM CYyenieHHbIM ¢ X-XpoMoCcoMOot mMunom
Hacnedo8anus NPUsHaKa.

Omeem:

CHMBOJIBI, HCHIOIB3YEMBIE TIPH COCTABICHUH TpapuIecKoro n300pa>keHus POLOCIOBHOM:
L. ocobs MY>KCKOT'0 TI0J1a, HE MMEIOIas U3y4yaeMoro IIpru3HaKa;
(. 6c06b JKeHCKOro Mona, He MMeomas M3y4aeMoro NMpHU3HaKa;

W oco6s MYCKOTI'O TI0JIa, UMEIOIIAs M3y4aeMblil IPU3HAK;

®

- 0c00b KEHCKOTO M0JIa, UMEIONIAsl U3y4aeMblil IPU3HAK;

iy e
- Opak My)KYUHBI U )KECHILUHBI;

(FIZD < . .
- OJIM3KOPOJICTBEHHBIN Opak;
[

0o o

3agaya Ne9

- IETH OJIHOM POAMTEIILCKOW Taphl (CHOCHI);

- Oe3neTHbIH Opak;

- mpo0aHI.

OHpe,Z[e.HI/ITB THUIT HACJICJOBaHWA IPHU3HAKA. YcTaHOBUTH BO3MOKHBIE T€HOTHIIBI BCEX YJICHOB
POJOCIIOBHOM.
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Puc.9. I'paguuecroe uzobpasicenie poOOCI08HOU C AYMOCOMHO-PEYECCUBHBIM MUNOM SOEPHO20
HACAe008AHUS NPUSHAKA.
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Pemenue:

Omnpenenenre TAIa HaCcIEAOBAaHUS MMPU3HAKA:

[Tpu3nak BCcTpeuaeTcss OTHOCUTEIBHO PEIKO, HE B KAXKIOM ITOKOJICHUH, IPU3HAK BCTPEYACTCS U Y JICTEH,
POJIUTENIN KOTOPBIX HE UMEIOT N3y4aeMOro MPU3HAKA; MYXYUHBI U )KCHIIUHBI C H3y4aeMbIM MPU3HAKOM
BCTPEYAIOTCS C MPHUOIM3IUTETHHO OIMHAKOBOW YacTOTOH (2 KEHIIWHBI U 3 My>K4uHbI). Ecnn moau ¢
M3y4aeMbIM ITPU3HAKOM BCTPEUYAIOTCS B POJIOCIOBHOHN PEAKO, HE B KAKIOM MOKOJICHHUH, M €CITH MPU3HAK
BCTPEUACTCSI Y USIOBEKa, POJAUTEIH KOTOPOTO HE HMEIOT N3ydaeMoro MpH3HaKa, TO MOXHO JyMaTh, 4TO
M3yYaeMBbIii TPU3HAK SIBISIETCS PEeCCUBHBIM. Ecii 0coOM pa3HOTO IM0J1a, MMEOIINE H3ydaeMbIit
MIPU3HAK, BCTPEYAIOTCS MPUOITN3UTENHHO C OIMHAKOBOW YaCTOTOH, HAIIPpUMEp, OANHAKOBO YacTO WU
OJIMHAKOBO PEJIKO, TO MOXKHO JIyMaTh, YTO M3y4aeMbIi MPU3HAK SBIISICTCS ayTOCOMHBIM, TO €CTh
00yCIIOBJIMBAIOIINH €T0 TeH PACIIONIOKEH B ayTOCOME.

Omeem:

Takum 00pa3oM, MOXKHO TPEATIOI0KHTh, YTO JaHHOE TpapUIeCKOe H300paKECHUE POAOCIOBHOM
NPUHAICKHUT K AYMOCOMHO-PEUECCUGHOMY MUNY A0EPHO20 HAC1€008AHUA NPUSHAKA.

Bo3MoxHBIE TEHOTUIIBI BCEX WIEHOB POJAOCIOBHOM:

A — ajutenp TOMHHAHTHOTO TE€HA;

a — aJUIeNIb PEIIECCUBHOTO I'eHa.

I'enornma ocobeil, IMEIONTMX JaHHBIA MpHU3HAK (0c00b Ne3, Ne7, Ne9): (aa).

I'enoTumer ocHOBateneit poga: ocods Nel(aa) m ocoon Ne2 (A.).

I'enoTumbl ocobeit: ocoou Ne3, Ned, No6 (AA).

I'enotum ocoou Ne5 (Aa).

I'eHOTHITEI OCTANTBHBIX 0CO0EH MOXKHO TPEICTaBUTH Tak: (A.).

3agaya NelQ
Onpexnenure THI HaCJ'Ie,I[OBaHI/IH TE€HOTHUI MPOOaH/Ia B CIEIYIOIIEH POTOCIOBHOM:

P iﬁﬁo
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Puc. 10. I'enomun npobaroa

Pemenne:

N3ydaeMblii MpU3HAK BCTPEUAETCS TOJIBKO Yy 0COOEH MY>KCKOI0 T0J1a B KXKJIOM MOKOJICHUH U TIepeaaéTcst
OT OTIIa K CHIHY (€CJIH 0Tell OO0JIeH, TO BCE CHIHOBBS TOXKE CTPAIAI0T JaHHBIM 3200JIEBaHUEM ), TO MOKHO
JlyMaTb, YTO U3y4a€MbIil T€H HAXOJIUTCS B Y-XpOMOCOME. Y KEHIIUH JaHHBIN IPU3HAK OTCYTCTBYET, TaK
KaK I10 POJIOCJIIOBHOM BUJHO, YTO IIPU3HAK I10 )KEHCKOW JIMHUU HE IepenacTcsl.

Omeem:

[ToaTOMy THI HacaeAOBaHUS NPU3HAKA: CLEIJIEHHOE ¢ Y -XPOMOCOMOM, UJU ToJIaHIPUYecKoe
HacJieqoBaHue npusHaka. CrerieHHoe ¢ Y -XpOMOCOMOM, WU TOTaHIPUIECKOE, HACIEIOBAHUE
XapaKkTepU3yeTcs CACAYIOIUMU MTPU3HAKAMMU:

1. mpu3HAK BCTPEUAETCS YacTo, B KaXKIOM IMOKOJICHHH;

2. IPU3HAK BCTPEUAETCS TOIBKO y MYKUHH;

3. mpU3HAK MEePeIaeTCs 0 MY>KCKOM JIMHUU: OT OTIA K CBIHY U T.I.

Bo3MoxHBIE TEHOTUIIBI BCEX WIEHOB POJOCIOBHOM:

Y? — Hanuuue JAaHHOM aHOMAJIUM;

Y® - HOPMaJILHOE pa3BUTHE OpraHn3Ma (OTCYTCTBHE NaHHON aHOMAJUN).

Bce My>K4uHBI, CTpaJarolye JaHHON aHOMaIMel, MMEIOT reHoTuIr: XY,

Bce MyKunHbBL, y KOTOPBIX OTCYTCTBYET AaHHAsl aHOMAaJUs, UMEIOT T€HOTHUIL: XY5.

Omeem:
CreruieHHOE ¢ Y-XpOMOCOMOM, HJIH TOJaHIPUYECKOE HACTIC0BAHHUE.
[enorun npobanma: XY*.
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3amaua Nell
Onpeaenure THUIT HaCJIe,Z[OBaHI/IH TEHOTHUII MPo0aHa B CIEAYIOIIEH POTOCIOBHOM:
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Puc.11. I'enomun npobanoa

Pemenue:

Jlronu ¢ n3yyaembIM IIPU3HAKOM BCTPEYAIOTCS B POAOCIOBHON PEIKO, HE B KAKIOM ITOKOJIEHNUH (TOJIBKO B
4eTBEPTOM MOKOJICHHUH), TPU3HAK BCTPEUACTCS Y YEIOBEKA, POAUTENIN KOTOPOTO HE UMEIOT U3Y4aeMOro
MPU3HAKa, TO MOXKHO lyMaTh, YTO U3y4aeMbIil IPU3HAK SBJISIETCS pElIeCCUBHBIM. B pomocioBHoi 1
JKEHIIMHA ¥ | My>K4YKMHA UMEIOT N3y4aeMblil IPU3HAK. MOKHO CUNTATh, YTO U3Y4aeMblil PU3HAK C
NpUOIU3UTEIHHO PABHOM YacTOTOM BCTPEYaeTCs U CPea MY>KUKH, U CPEAX JKEHILUH. JTO XapaKTEPHO
JUTSL IPU3HAKOB, TEHBI KOTOPBIX PACIIONIOKEHBI HE B TIOJIOBBIX XpPOMOCOMaX, a B ayrocoMax. [loatomy
MOKHO CENaTh BTOPOU MpeIBAPUTEIbHBIA BHIBOJ: N3y4aeMblil NPU3HAK SIBISECTCS AyTOCOMHBIM. A —
JIOMHHAHTHBIN T€H (OpraHu3M 370pOB); a — PELIeCCUBHBIN reH (opranm3M OoieH). ['eHoTrn mpobanga
(>keHCKMI opraHu3M) OyIeT UMETh BUA: «aay». Bce opraHn3Mel, CTpajarolue JaHHOW aHOMalTUe, IMEIOT
TE€HOTHII «aa», BCe OPraHU3Mbl, Y KOTOPBIX OTCYTCTBYET aHOMAJIbHBIN MPU3HAK, UMEIOT TE€HOTHIT KA ».
Omeem:

AyTOCOMHO-pEIIeCCUBHBII TUIT HacIeA0BaHUS IPU3HAKA.

I'enoTun nmpobana: aa.

3agaua Nel2
Omnpenenure THI HaCHCILOBaHI/Iﬂ TEHOTHUI MPoOaHa B CIICAYIOIEH POTOCIOBHOM:
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Puc.12. I'enomun npobanoa

Pemenue:

JIrogu ¢ u3ydaeMbIM MIPU3HAKOM BCTPEYAIOTCS YacTO, B KAKJOM MOKOJIEHUH; YETOBEK, MMEIOIUI
W3y4YaeMblil IPU3HAK, POXKAACTCS B CEMbE, Il 0013aTEIbHO XOTsI Obl OJIMH U3 POJUTENCH NMeeT
n3ydaeMbli mpu3HaK. [103TOMy MOXKHO CAENaTh MEPBBIA IPEABAPUTEIBHBIN BBIBOJ: U3y4aeMbli IPU3HAK
SBJISICTCS] JOMUHAHTHBIM.

B poiocioBHOM 5 )KEHIIMH U 5 MY>KYMH UMEIOT U3y4aeMblii IpU3HaK. MOXXHO CUATATh, 4YTO U3y4aeMblid
MIPU3HAK C MPUOIU3UTEIHFHO PABHOM YaCTOTOM BCTpEUaeTCs U Cpeay MY>KUHH, U CPEIH KEHIIHUH. DTO
XapaKTEepHO AJIS IPU3HAKOB, T€HBI KOTOPBIX PACIOI0XKEHBI HE B MTOJIOBBIX XPOMOCOMAX, a B 8yTOCOMAax.
IToaTOMy MOXHO cAenaTh BTOPOH NPEABAPUTENBHBIA BEIBOJ: N3y4aeMbli PU3HAK SABISETCA
ayTOCOMHBIM.

Omeem:

Takum 00pa3om, IO OCHOBHBIM OCOOCHHOCTSIM HACJIeOBaHHE U3y4aeMOoro MprU3HaKa B 3TOH
POJIOCTIOBHOM MOXHO OTHECTH K ayTOCOMHO-TOMHHAaHTHOMY Tumy. KpoMe Toro, 312 pofocioBHas He
o0namaer HAOOPOM OCOOEHHOCTEW, XapaKTePHBIX IS IPYTHX TUIIOB HACTIETOBAHMSL.

Onpenenenre reHoTuma npobdaHa:

A — TOMUHAHTHBIN TeH (aHOMaJIUs OPTaHN3Ma);

a — PeIeCCUBHBIN TeH (HOPMAaJIbHOE Pa3BUTHE OPTaHU3MA).

st n3ydaeMoro npu3Haka XxapakTepeH ayTOCOMHO-TOMUHAHTHBIA TN Hacae1oBaHus. Malbunk umeer
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U3y4yaeMbli IPU3HAK, IPU3HAK UMEETCS Y CECTPBI U Y MaTepH, a OTCYTCTBYET y OTIa U Y BTOPOI1 CECTpHl,
3HA4YUT, MaJIbYUK I€TEPO3UTOTEH 110 JaHHOMY IPU3HAKY, I'€H «A» OH IIOJIY4HJI OT OTLA, a T'E€H «a» - OT
Mmatepu. [ 'eHoTHI ipobana: «Aay.

Omeem:

AyTOCOMHO-JOMUHAHTHBII TUII HAaCcJIeAOBaHUS IIPU3HAKA.

I'enoTun npobanna: Aa.

Pacuer reHoTHIOB U ()EHOTHIIOB MOTOMCTBA B NMONMYJISIIUSAX JISl CJIy4aeB I'eHOB,
CLHEIUIEHHBIX ¢ X-XPOMOCOMOI

IIpumenenue gopmy.ibl Xapau-BaiinOepra aisi pacuera 4acToThl ajulesieil B OMYJISIUMA B CiIy4ae
T€HOB CLEIIEHHBIX ¢ X-XpPOMOCOMOii

BepositHocTh B (%) po:kaeHHs MAJILYMKOB ¢ cHHAPpoMoM Moppuca

3amaua Nel3

CHHIPOM TeCTHKYIIAPHOI heMuHM3aLuUH (cunopom Moppuca)' - HaCIeICTBEHHBIH BAPHAHT MYCKOTO
niceBaorepMadpoANTU3MA, TIPU KOTOPOM OOJIBHBIE UMEIOT MYKCKOU TeHOTHII (XtY ), HO KEHCKUI
¢deHoTH.

I'eH, oTBevaroMii 32 pa3BUTHE CHHIPOMA TECTUKYIISIPHON ()eMUHU3AINHN, HAXOAUTCA B X-XpOMOCOMaX,
BCTpEYaeTcs B NOMyJSILMIX dtoaei ¢ yactotod 1:64000. M3-3a MyTanuy reHa TKaHU IEPECTAOT
pearupoBaTh Ha aHAPOTEHBI, & PA3BUBAIOTCS TOJBKO MO ACHCTBUEM JKEHCKUX HOJIOBBIX TOPMOHOB. THII
HaCcJIeIOBaHUsI CHHAPOMA TECTHKYISIPHOH heMunmzanuu (curopom Moppuca) — peieCCUBHBIN X-
cuemyieHHbId. KakoBa BeposTHOCTD B (%) pO’KACHUS MaTbUYHKOB C JAHHBIM THIIOM 3a00JICBaHUSI.
Pemenue:

X" - reH, KOMMPYIOLIHIT PEIENTOPbI K TECTOCTEPOHY;

X'- reH, HE KOIMPYIOIIMIA PELENTOPBI K TECTOCTEPOHY;

X'Y - CHHAPOM TeCTHKYISPHON (heMUHHU3ALIUM.

1. Pacuer uactoThl atens rena X' u X' B nonyasiun

Tak xak red '"'t"' JIoKanM30BaH B MOJOBOH X-XpOMOCOME, @ Y MYKYHH JaHHAS XPOMOCOMa IPUCYTCTBYET
B €IMHCTBEHHOM YHCJI€, TO MO’KHO pAacCUUTATh YacTOTY ajljIelisl 3TOr0 TeHa B JaHHOW MOMYJISALUH,
ncnonb3ys seipaxkenne 0,5q(X'Y) u3 ypaBnenus Xapau-BaitnOepra mist cirydast TeHa CIEIIIEHHOTO ¢ X-
XPOMOCOMOM:

pX' +qX'=1;

0,5p*(X" X" + pq(X"X") + 0,5¢*(X'X") + 0,5p(X"Y) + 0,5q(X'Y) = 1.

Torna

0,5q(X"Y) = 1/64000;

q= (0,5 1/64000) = 0,0000078.

Orcrona

ptq=1

p=1-q=1-0,0000078 = 0,9999922.

2. PacyeT mponeHTHOTO CO/IeP:KAHUA TeHOTHIIOB M ()¢ HOTUIIOB B MOMYJISIIIUH

[IpouieHTHOE collepKaHre TeHOTHITOB U (PEHOTHITIOB B TIOMYJISIIIUYU C PELIECCUBHBIM aJUIEJIbHBIM T€HOM,
CIETUIEHHBIM ¢ X-XpOMOCOMOH pacCUYHMTHIBAETCA 1O ciienyromei ¢popmyre Xapau-Baiin6epra:

0,5p* (X" X" + pq(X™X") + 0,5¢*(X'X") + 0,5p(X"Y) + 0,5q(X"'Y) = 1.

0,5[(0,9999922)*1(X"X™) + [0,9999922 « 0,0000078](X"X") + [0,5(0,0000078)2](X'X") + [(0,5 *
0,9999922](X"Y) +[0,5 * 0,0000078](X'Y) = 1;

[0,49999220 mmu 49,999220%](X"X") + [0,0000078 mmx 0,00078%](X"X") + [0,00000000003 mu
0,000000003%](X'X") +

+[0,49999610 mmu 49,999610%(X"Y)] + [0,0000039 mu 0,00039%(X'Y)] = 1.

CrneoBaTeNbHO, MIPOIEHT MY>KYUH, CTPATAIOIIHNX cuHOpomom Moppuca, B onyJsiuu OyJeT paBeH
0,5q(X"Y),

10 ecth 0,5q(X'Y) = [0,5 * 0,0000078](X'Y) = 0,0000039 umu 0,00039%. BeposTHOCTL BCTPETUTE
JKEHIIUHY, cTpafatoleil cunopomom Moppuca 6yner pasna 0,5(q)2(X'X") = [0,5(0,0000078)2](X'X") =
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0,00000000003 wm 0,000000003%%.
Takum 00pazom, cpeair My KUUH 3a007€BaEMOCTh CHHIIPOMOM MoppHca BCTpedaeTcsi ¢ BEPOSITHOCTHIO B
0,00039%.

BepositHocTh B (%) po:kaeHHs MAJILYMKOB ¢ MbILIeYHOM AucTpodueii bekkepa

3apaua Nel4

Mpermeunas auctpodus bekkepa - pa3sBuBaeTCs 3HAYUTENHFHO MENIEHHEe, HeXenn nucTpodus Jomena.
Haunbonee yacto BcTpedaeTcs y HU3KOPOCHBIX Jitoei. MpimeuHast quctpodust bekkepa mpoTekaet Takum
00pa3oM, YTO MAIMEHTHI TOBOJIBHO JOJTO OCTAIOTCS B YAOBIECTBOPHTEIEHOM COCTOSTHIH. K
WHBAIMTHOCTH MPUBOJAT TOJIHKO COMYTCTBYIOITHE 32a00JIeBaHMS MM TPABMBL. THIT HacIeOBaHUS
3a00JIeBaHUs — PEIeCCUBHBIN X-clereHHbIi. Berpeuaeres y 4,5 u3 100 000 HOBOpOXKACHHBIX MY>KCKOTO
nona. Kakosa BeposTHOCTS B (%) pOKIeHHS MATBYUKOB U AEBOYEK C JAHHBIM THIIOM 3a00JIeBaHUS.
Pemenue:

X® - reH HOPMATBPHOTO PA3BUTHS MBILICIHO TKAHM;

X - reH MblIIeYHOI nuctpoduu bekkepa.

X"X" - sKeHMmIMHA CTpafAroNIas MBIIICYHOH auCTpodueii Bekkepa;

XY - My>KuHMHA CTPAJAIOIIMIl MBIIIEYHOM aucTpodueil Bekkepa.

1. Pacuer uactorbl ajaens rena X° u X" B NOMyJISAIUHN

Taxk xak red ''b'' mokaynM30BaH B MOJIOBOM X-XPOMOCOME, a Y MY>KYHH JJaHHAsI XpOMOCOMa MPUCYTCTBYET
B €IMHCTBEHHOM YHCJIE, TO MOKHO PACCUUTATh YaCTOTY aJlIeNsl 3TOrO FeHa B JAHHOW MOMYJISIUHY,
KCTIOJIb3Ysl BEIPAXKEHUE O,Sq(XhY) u3 ypaBHeHUs Xapau-BaiiHOepra ajis cirydast TeHa CICIICHHOTo ¢ X-
XPOMOCOMOM:

pX" +qX"=1;

0,5p*(X®X®) + pq(X®X®) + 0,5¢*(X"X") + 0,5p(X"Y) + 0,5q(X"Y) = 1.

Torna

0,5q(X"Y) = 4,5/100000;

q=(0,5 +4,5/100000) = 0,0000225.

Orcrona

ptq=1

p=1-q=1-0,0000225 = 0,9999775.

2. PacyeT mpo1eHTHOIO CO/IeP:KAHUA TeHOTHIIOB M ()¢ HOTUIIOB B MOMYJISIIIUH

IIpoueHTHOE collepKaHKe TeHOTHIIOB U ()eHOTUIIOB B OMYJISILIUH C PELECCHBHBIM aJUIEIbHBIM T'€HOM,
CIETUIEHHBIM ¢ X-XpOMOCOMOH pacCUYHMTHIBAETCA 1O ciieayrommei popmyie Xapau-Baiinbepra:
0,5p*(XBX®) + pq(X®X®) + 0,5¢°(X"X") + 0,5p(X®Y) + 0,5q(X"Y) = 1.

0,5[(0,9999775)*1(X®X®) + [0,9999775 + 0,0000225](X>X") + [0,5(0,0000225)*](X"X") + [(0,5 .
0,9999775)1(X®Y) + [0,5 . 0,0000225](X"Y) = 1;

[0,49997750 wmu 49,997750%](X*X"®) + [0,00002250 umu 0,00002250%](X*X") + [0,00000000025 wn
0,000000025%](X"X") +

+[0,49998875 nu 49,998875%(X%Y)] + [0,00001125 wmm 0,001125%(X°Y)] = 1.

CrenoBartesbHO, IPOLIEHT MYKUUH, CTPAJIAIONINX MBIIIEYHOH qucTpoduei bexkepa B momyisinuu Oyaer
pasen 0,5q(X"Y),

10 ecth 0,5q(X"Y) =[0,5 * 0,0000225](X"Y) = 0,00001125 wmu 0,001125%. BeposTHOCTb BCTPETHT
KEHIIMHY, CTpajialolleil MpIedHol quctpodueii bexkepa 6yer pasHa 0,5(q)2(X"X") =
[0,5(0,0000225)*](XbXb) = 0,00000000025 umu 0,000000025%.

Takum 00pazom, MyXUMHBI, CTPAAAIOLINE Mblueurou oucmpoghueii Bexkepa coctassat 0,001125% ot
BCETO YHCJIa JIFO/IeH B MOMYJISIINH, a JKSHITUHBI ¢ Moblueunol oucmpogueti bexxepa - 0,000000025%, T.e.
B JJAHHOW TOITYJISAIIAA XEHIIIH CTPAJAIOIINX MBIIIeUHOW qucTpodueit bekkepa OymeT BCTpedaThes
npumepHo B 45000 pa3 MeHbIlIe, YeM MYXXUWH, CTpaJaoINX MBILIEYHOH quctpodueii bekkepa.

Taxum 00pazom, cpean KeHIIUH 3a00J1eBa€MOCTh MbIILIeUHOU AucTpodueii bekkepa HUYTOXHO Maa.

BepositHocTh B (%) pokIeHUs MAJTbYMKOB C JaJIbTOHU3MOM
3agaua Nel5



JlanbTOHU3M OmpeenaeTcsl pelieCCUBHBIM AJINIEILHBIM T€HOM, CIEIJIEHHBIM ¢ X-XpoMocoMou. YacTora
ajieNst TeHa JalbToHn3Ma B nommyiisiiuu coctaBiseT 0,01. Kakoit mporieHT My>KYiH 1 )KESHIIUH C
JAbTOHU3MOM BCTPEYAETCs B MOMYJISLAHN JIIOAEH?

Pemenue:

X* - HOpMaIBbHOE 3peHNE;

X" - MaNbTOHU3M.

q(a)=0,01

1. Cymma 9acToT ajienieii OAHOTO TeHa B Oy JISIIHH:

ptq=1,Tme

P — 4acToTa JOMHHAHTHOTO ayiens (A), q - YacToTa pereccuBHOro ajmiens (a). O0e BeInInHbI OOBIYHO
MIPUHATO BBIPAXKATh B TOJISAX €IUHMIIBI, peske — B IpoueHTax (torga p +q = 100 %).

2. ®opmyna JUIsl BRIYUCICHHUS YacTOT T€HOTHUIIOB B MOMYIIALINH C PEIIECCHBHBIM aJUIETTFHBIM T€HOM,
CIETIJICHHBIM C X-XPOMOCOMOM, paCCUUTHIBAETCS MO CIEAyIoIIel Gopmyie:

1/2p2(AA) + pq(Aa) + 1/2q2(aa) + 1/2p(A) + 1/2q(a) = 1, rae

1/2p2(AA) — 9aCTOTa TOMO3HUTOTHBIX KEHCKHX 0COOEH 10 TOMUHAHTHOMY aJUIEITto (TEHOTHIT XAXM);
pq(Aa) — gacToTa JKEHCKUX TeTepO3UT0T (TE€HOTHIT XAXY); 1/2¢g2(aa) — 9acToTa TOMO3UTOTHBIX KEHCKHX
ocobeii o perieccuBHOMy ayniento (rerotun X X%); 1/2p(A) - 4acToTa TeMHO3HIOTHBIX MY»KCKHX 0CO0ei
110 IOMHHAHTHOMY ameso (reHotun X*Y); 1/2q(a) - 4acToTa reMHO3UIOTHBIX MY*KCKHX 0c0o0eit 1o
perieccuBHOMY ayutento (renotun X'Y).

Toraa hbopmyity mpuMeT BU:

12p* (X XY + pq(X*XY) + 1727 (X*X") + 12p(X*Y) + 1/2q(X*Y) = 1.

1) Yactora amiens reHa:

q(X* =0,01.

2) CornacHo 3akoHy Xapau-BaitHOepra BEIYUCIMM YaCTOTBI BCTPEUAEMOCTH aiuteis (A), MOIyduMm:
prq=1,pXY=1-qX*=1-0,01=0,99.

3) o dhopmyne Xapau-BaiiHOepra muis ¢ ciiydaeB T€HOB, CHEIUIEHHBIX C ITOJIOM, PACCUYUTAEM TIPOIICHTHOE
COACPIKAHUEC I'CHOTHUIIOB, ITOJIYUHUM!

12p°(X XY + pq(XAX®) + 12¢5(X°X?) + 12p(X*Y) + 1/2q(X*Y) = 1.

1/2(0,99)*(X*X™) + (0,01 « 0,99)(X*X*) + 1/2(0,01)*(X*X?) + 1/2(0,99)(X*Y) + 1/2(0,01)(X*Y) = 1;
[0,49005 mmu 49,005%(X*X™)] + [0,00495 umu 0,495%(X*X*)] + [0,00005 umu 0,005%(X*X™)] + [0,495
nmn 49,500%(X*Y)] + [0,005 nn 0,500%(X*Y)] = 1.

Taxum o6pazom, 0,5% myxuud u 0,005% sxeHmuH OyAyT cTpaaaTh JATbTOHU3MOM B TaHHOM
TIOITYJISATINY JIFOIEH.

' Cunopom mecmuxynaproii pemunuzayuu (cundpoma Moppuca) - smo 2enemuuecku 06ycro61eHHas.
namono2us, npu KOMOopOoU 00U MYICCKO20 NOA HEUIHE UMEIOM NPUSHAKU JHCEHCKO20 NOoad, 0OHAKO Npu
9MoM 6HympenHue penpoOyKmusHble Opeanbl y HUX HANOMUHalom mysxcckue. Taxue MyxHcuunbl umerom
HopmanoHbild kapuomun (46,XY). Ilpu kapuomune X(1)Y (mMysrcckom) Kiemku mena He 0CHPUHUMAIOM
MecmoCcmepoH.

Pazeusaemcs srcenckuil henomun, Ho ¢ 080UCMBEHHLIMU 20HAOAMU
® - HapYJICHblE NOJI0BbLE OP2AHbL NO HCEHCKOMY MUNY, HO AUYHUKU OMCYMCMEYIOMm, 61a2anuuye

3aKAHYUBACNCS CTIENO, A MAMKA MOJICEm OMCYMCIME08amb,

* - CeMeHHUKU HAX0O0AMCSA GHYMPUOPIOUUHHO.

Takue srceHuunsl pusuyecku Kpenkue, 106Kue U Ha PagHblX MO2YM COPEGHOBAMbBCS C MYIHCUUHAMU.
Cpeou mupoguvix cnopmemenok — 1% cunopoma Moppuca.



IIpakTnyeckas padora NeS

I'enbl B MOIyJisiusaX
Hean padoThl: U3y4nuTh NMPOSIBICHUE 3aK0HA Xapau-BaiiHOepra B 3ajaHHOM MOIYJISIITUN; UMETh
o0II1e peACTaBIeHUs O 3aKOHOMEPHOCTSX, OIMChIBAEMBIX 3aKOHOM Xapau-BaiinOepra.
3HaTh 3HAYEHUS BCEX MapaMeTpoB (OpMyI 3TOr0 3aKOHA U YMETh BBITIOJIHATH IPOCTEHIINe
apu(MeTHUECKUEe NEHCTBUS; YMETh PEIIaTh MPOCTHIE 33/1a4H IO MOIMYJISLIUOHHON I'eHEeTHKE.
Xox padoTsl
YcioBHO Hanbomee MpOCTHIE 3a/1a41 10 MOMYJSIIUOHHON TeHETHKE MOYKHO PaCIpeIe/uTh Ha
CJIETYIOIINE TUIIBI:
e  OIpE/EICHUE TeHETUYECKON CTPYKTYPHI MOMYJISILUI MM YaCTOTHI OTACIBHBIX aljieneil u
TEHOTHUIIOB;
e uIeHTUPUKANUS UACATHLHON MOMYJIISINH;
e IPOTHO3UPOBAHHE T'€HETUUYECKOU CTPYKTYpPhl HCKYCCTBEHHBIX MOIYJISLINIA;
e 0cO0€i C onpeeICeHHBIM T€HOTHIIOM.
MIPOTHO3UPOBAHUE U3MEHEHUS T€HETHUECKON CTPYKTYPbhI HOMYINISIMU TP MUTPALIUOHHBIX
npoleccax Win ruoenu.
OnpenenuTbh reHETHUECKYIO CTPYKTYPY MOMYJISIIUU — 3TO 3HAYUT OINPENETUTh YaCTOTHI ajuiese
M3Yy4aeMOTI0 I'€Ha ¥ YaCTOThI BCEX F€HOTHUIIOB, BKJIIOUAOLIUX 3TH aJIJIEJIU. ITO BO3MOXKHO
cenaTh TOr/1a, KOrja UMeeTcs UCXO0qHask HHPOpMAIUsI O YacTOTe OAHOTO MIIM HECKOIbKUX
aJulesie Wik TeHOTUIIOB.
Jlyis ycrenmHoro penenus 3a/1a4 3Toro Tuia Heo0X oMo
> 3HaTh, YTO UMEHHO 0003HAYAIOT CUMBOJIBI PopMyIT 3akoHa Xapau-BaiinOepra;
> yMETb MPEJICTaBIATh JaHHYIO 110 YCIOBHIO 337]aud YacTOTY ajliessl UM TeHOTHUIA B
JIOJISIX €ITMHULIBI, UCTIOJIB3Ysl ISl 3TOTO JIECATUYHbIE YNCIIa;
> yMETb pellaTh ypaBHEHUs 3akoHa Xapau-BaitnOepra, mpuMeHsisl HABBIKH SJIEMEHTaPHBIX
apupMeTUUECKUX JEeHCTBUM.
IIpumep 3a1auu Ha onpe/iesieHHe TeHETHYECKOI CTPYKTYPhI NONMYJISIMH WJIH YACTOThI
OT/e/IbHBbIN ajliesieil U TeHOTUIIOB.

3agaua Nel AnpOuHU3M 0Ol HacaenyeTcsl Kak ayTOCOMHBIN pelieCCUBHBIN MPU3HAK.
3aboneBanue BcTpedaeTcs ¢ yactoroi 1 : 20 000. Beruncaure 4acToTy reTepo3uroT B
MOMYJISILIUH.

HpuMep 3aJa4YM Ha l/lIleHTI/[q)I/lKalII/IIO HaeaJIbHOM NMOmyJisinuu.

3agauya Ne2 B ogHol monynsuuy UMeeTcst TpH FeHOTHIA IO ayTOCOMHOMY T'€HY B COOTHOIIEHU U
9 AA : 6 Aa: 1 aa. HaxonuTcs nu JaHHasi MONYJISILUS B COCTOSIHUM T€HETHUECKOTO paBHOBECHS?

IIpumep 3a1a4u HA NPOrHO3UPOBAHNME N'EHETHYECKON CTPYKTYPbI HCKYCCTBEHHbBIX
NMOnyJIsil M.

3apaya Ne3 B ucxo1HON HCKYCCTBEHHOW MOMYJIALIMM UMEIOTCA CIAEAYIOIINE YaCTOThI
reHotunoB: AA — 0,2, Aa— 0,6, aa — 0,2. Kakumu OyyT 4acTOTBI 3TUX TEHOTHUIIOB Yepe3 a) OJHO
MOKOJIEHUE, 0) /1Ba TOKOJICHUS TIPU YCIOBUH MaHMUKCUU?

IIpumep 3a1a4n HA IPOTHO3MPOBAHNE U3MEHEHHUS] TEHETHYECKOH CTPYKTYPbI NONMYJISIHA
NPY MUTPAIIMOHHBIX Mpoleccax WK rudesin ocodeil ¢ onpeaeTeHHbIM TeHOTHIIOM.

3apauya Ned4 B ncxoHON paBHOBECHOM MOIMYJISIITUN 9acTOTa 0COOEH C pelleCCHBHBIM MPU3HAKOM
paBHa 0,04. B TeueHue 0JHOTO MOKOJIEHHUSI BCE 0COOU C PELIeCCUBHBIM MPU3HAKOM
sMurpupoBaiu. Kak m3MEeHUTCS reHeTHYEeCKast CTPYKTypa OCTABIICHCS OMYIISIIMN Yepe3 OTHO
IMOKOJIEHHE?



[MPUJIOKEHUE
I'. Xapau u B. BaiinOepr moka3zainu, 4To B UACATbHON MOMYJISIIMA T€HETUYECKUE PACIICTICHHUSI,
KOTOPBIE MTPOUCXOJIAT B KAXKIOM IMOKOJICHUH Y TUTUIOUIHBIX OPraHU3MOB, CAMH T10 ce0e He
U3MEHSIOT 00I1Iero cocTaBa reHo(hOH1a MOMYJISIIIIH.
3akoH Xapau-BaiinGepra riacur:
B 6onpmmx nonynsuusx Ipyu yCIoBUM CBOOOTHOTO CKPEUIMBAHUS U MPU OTCYTCTBUU MIPUTOKA
MyTaluid ¥ 0TOOpa YCTAaHABIMBACTCS PABHOBECHE YaCTOT T€HOTUIIOB, KOTOPOE COXPAHSETCS U3
MIOKOJICHUS B IOKOJICHHE.
3akon Xapau-BaitnOepra ycranaBinBaeT MaTeMaTHUYECKYIO 3aBUCUMOCTh MEXITYy YaCTOTaMU
ajyieNniel ayTOCOMHBIX T€HOB U TEHOTHIIOB U BhIpaXKaeTcs ClAeAYIOIUME (popMyIamu:
pa+da=1:paa+2pqaa+ Qaa=1,
I€ pA — 9YaCTOTa JOMUHAHTHOTO aJlIess TeHa,
Ja - YACTOTA PELECCUBHOIO aJUIelis IeHa,
p°AA- ACTOTA 0COGEH, TOMOSHTOTHBIX [0 JOMUHAHTHOMY aJIIeIo,
2pQaa - 9aCTOTA TETEPO3UTOTHBIX 0COOEH,
q2aa - yacToTa 0co0eil, TOMO3UTOTHBIX 110 PELIECCUBHOMY AJIJIEINIO, TO €CTh
gacToTa 0co0el ¢ pereCCUBHBIM MPU3HAKOM,
p*aat 2pQaa - 4aCTOTA 0COOEH ¢ TOMHHAHTHBIM IIPU3HAKOM,
2pQaa + qzaa— 4acTOTa 0CO0€H, B TEHOTHUIIE KOTOPHIX UMEETCSA
PELECCUBHBIN aJlJIENb.
Uto0OsI OHSTH, Kak Xapau u BaifHOepr BhIBEIIM CBOC YPABHEHHE U TIPOACMOHCTPHUPOBAIIN
paBHOBECHE YacTOT ajljiesiell M TEHOTUIIOB B Pa3HBIX MOKOJICHUSX, PACCMOTPUM OoJiee MoApoOHO
CUTYAIIMIO C ayTOCOMHBIM T'€HOM, CYIIECTBYIOIIUM B MOIYJISIIIUU B BUJIE ABYX ajuieniei: A u a.
[Ipeanonoxum, 4To B NOMYJISIMU Ha 00 amuiend A npuxoautcs 80% ot Bcex asuienen
ayTOCOMHOTO T'€Ha, TO €CTh, yactoTa p = 0,8. [lockonpKy aienei ToJbKO Ba BUAA, TO HA OO
ayiens a npuxoaurcsi q=1-p=1-0,8 =0,2.
[IpeacraBumM, 4TO 4acCTOTHI aJieeil A ¥ a OJJMHAKOBBI Y CAMIIOB M CAMOK, IIPU 3TOM CaMIlbl U
CaMKH CKPEIIMBAIOTCA COBEPUIEHHO CIyYalHO.
CocraBum penietrky [lenHeTa, ykas3pBas psiioM ¢ 0003HAUCHUSMU aJlJIeNIel M TCHOTHIIOB UX
Y4acTOTHI.

Pemrerka Ilennera

Yacrora ajnenei y AJuteas A Autesn a
caMIlOB 0,8 0,2
Yacrora

aJjuleNel y caMmok

Amens A I'emotun I'emotun
0,8 AA Aa
0,64 0,16
Annens a I'emotun I'emorun
0,2 Aa aa
0,16 0,04

Yacrots! pe3yiabThpytomux renotunos: 0,64 — AA, 0,32 — Aau 0,04 — aa.

YTo K€ CIIy4HIIoCh ¢ YacTOTaMH ajuieniell A v a B reHo(oH/1e 0co0eil HOBOTo MOKOJIEHUS B
HOMYJISIIMY B PE3YJIBTATE 3TOTO CKPELIMBAHUsA?

Yacrora amnens A cocrasuna 0,64 + 0,5x0,32 =0,64 + 0,16 =0,8.

Yacrora amnend a coctabmia 0,04 + 0,5x0,32 = 0,04 + 0,5x0,32 =0,2.



Mp! yOenuiamch B TOM, YTO YaCTOTHI aJijieNieil A U a B TeHOQOHe 0coOel HOBOTO MOKOJICHHS HE
WN3MEHUJINCD.

3akoH Xapau-BaiinGepra cripaBeyinB JUisl MEHEIUPYIOIIUX IPU3HAKOB, TO €CTh TAKUX
IIPU3HAKOB, HACIENOBaHUE KOTOPBIX MMOAUYMUHAETCS 3aKoHaM Mennens. MeHnaenupymomue
IPU3HAKU - TO MOHOTE€HHBIE IPU3HAKU: 33 KaXKIbIH TaKOM MPU3HAK OTBEYAET OJIUH T'EH.

3akoH Xapau-BaitnOepra ucnosib3yercst He TOJIbKO Ul ayTOCOMHBIX T'€HOB, HO U JIJIsl T€HOB,
CLEIUIEHHBIX C MOJOBBIMU XpOMOCOMaMHU. JlJisl TEHOB, pacloI0KEHHBIX TOJIBKO B X-XPOMOCOME,
(bopMyIbl 3aK0HA IPUOOPETAIOT CIEYIOIMI B

px"+qx* =1

O,SpZXAXA +pq XAXa + O,SqZXaXa + 0,5 p XAY + O,5q XaY =1.

[Tonoxxenus 3akoHa Xapau-BalinOepra npuMeHUMBbI U K MHOKECTBEHHBIM ajuiessiM. Tak, eciu
ayTOCOMHBII I'eH MPeCTaBIeH TpeMs ajiensamMu (A, al u a2y, To GopMyJibl 3aKOHA IPHOOPETAIOT
CIEAYOLIMNA BU:

PA+ Qa1 +Ta2 = 21;

P aat Qatal + T 202 + 2pqaal + 2praa + 2qraia = 1.

Teopernuecku 3akoH Xapau-BalinOepra cripaBeyiiB TOJIBKO IS UACAIBHBIX,

WJIM PaBHOBECHBIX, MOMYJIAMI. PaBHOBECHBIMM MOMYJISILIUSMH HAa3bIBAIOTCS TAKUE MOMYJISALUH, B
KOTOPBIX BBIIOJIHSIOTCS CIEAYIOLIUE YCIOBHS:

e MoOmyJslus OECKOHEYHO BEJIMKA; K HEH MOYKHO IIPUMEHSTh 3aKOHbI BEPOSTHOCTH, TO €CTh
KOTJa B BBICILICH CTENEHN MaJIOBEPOSTHO, YTO OJHO CIy4aiiHOE COOBITHE MOXKET
W3MEHHUTH YaCTOTHI aJlJICJICH;

e HUMEEeT MECTO MaHMHUKCHS, TO €CTh Cy4aiiHoe 00pa3oBaHUE POJUTEILCKHUX Map, 6e3
TEHJECHIIUU BCTYIIEHUS! 0c00el B Opak ¢ mapTHepamH, 0J00HBIMU WIIN
IIPOTUBOIOJIOKHBIMHU 110 T€HOTHUILY;

e BCE aJUIEIH PABHO BIUSIOT HA KU3HECIIOCOOHOCTh TaMET U MIOTOMKH OT BCEX BO3MOMKHBIX
CKPEIIMBAHUNA UMEIOT PaBHYIO BBDKMBAEMOCTD;

e MONYJSALUS NOJHOCTHIO U30JUPOBAHA, TO €CTh, HET MUIPALIMK 0COOEH, Taroei MPUTOK
WIH OTTOK aJuleseH;

e HOBbIE MyTallMM B JAHHOW MOMYJISILIUKU HE MOSIBIISIFOTCS;

e OTCYTCTBYET 0TOOD;

e TIOKOJICHHS HE NEPEKPHIBAIOTCS BO BPEMEHHU U HE 00pa3yroTCsl pOAUTEIbCKUE TIaphl U3
0co0ei, OTHOCAIIUXCS K PA3HBIM ITOKOJIECHUSIM.

HecMmotps Ha TO, UTO HU B OJIHOH peanbHOM MOMYJISALIMY 3TH YCIIOBUS HE COOJIIOIal0TCA,
paBHOBECHE 4aCTOT F'€HOTHUIIOB B HUX BCE PABHO BBINOJHAETCS. OUEHb YaCTO PaCCUNTaHHBIE T10
dbopmynam 3akoHa Xapau-BaitHOepra BeTMUMHBI HACTOJIBKO OJU3KHU K pealbHBIM, YTO 3TOT
3aKOH OKa3bIBA€TCs BIIOJHE MPUTOJHBIM I aHAIN3a T€HETUUYECKON CTPYKTYPBI pEaJIbHBIX
nomynsiuid. M3 aToro cinenyer, 4To MOKHO pacCUUTaTh OKUIAEMbIE YaCTOThI T€HOTUIIOB, 3Has
TOJIBKO HEKOTOPBIE U3 HUX.

Bonee Toro, Ha ocHOBe dopmyi 3akoHa Xapau-BaitHOepra Obuti pa3paOoTaHbl MOAXOIBI IS
XapaKTEePUCTHKH (PAKTOPOB, N3MEHSIOIIMX YAaCTOTHI ajulesel B monmysaiusax. Takumu gakTopamu
ABIISIOTCS:

e TEHETHYEeCKul npeid;

e  MYTallMOHHBIM IIPOLIECC;

e  MHIpAIHUS;

e ot1OOD;

e HECIy4yallHbl€ CKPEILMBAHMUS.

CBA3b NONYJISIMOHHON reHeTHKH ¢ IPYTUMHU HAYKaMHU
[TorynsiuoHHas reHeTrka o0nagaeT OONbITMMH BO3MOXKHOCTSIMH B PELLICHUH IIPo0IeM
HBOJIIOLINH, CENIEKIIMH, MEAUIIUHBI U SKOJIOTHH.
[TozHakoMHUMCS C BO3MOXHOCTSIMU NOIMYJIALIMOHHOW F€HETUKH U HEKOTOPBIMU PE3yJIbTaTaMH,
MOJIyYEHHBIMH C TIOMOIIbIO €€ METO/I0B.



1. IHomyasinmuOHHAsI TeHETHKA MO3BOJIsIeT ONpeleJMTh TeHeTHYECKYI0 CTPYKTYPY
MOy LHH.

ITonymAnMOHHAs TE€HETHKA MOYKET OIPEIEIUTh YacTOTYy aJIJIEJIe N3y4aeMoro reHa u 4acToTy

TCHOTHUIIOB B IOIYJISLUY.

Hanpumep, 3Hast BCTpe4aeMOCTb JIFOACH C pELleCCUBHBIM IIPU3HAKOM, MOKHO PacCUUTaTh

4aCTOTBI PELIECCUBHOIO ¥ JIOMUHAHTHOI'O aJUIENIEH, YaCTOTY T'€T€PO3UTOTHOIO HOCUTEIbCTBA

peneccuBHOro ajuiels. Tak, eciu BCTpe4aeMOCTh pe3yC-OTPULIATEIbHbIX JIFOIEH B ITOYJIALNH,

TO €CTb (aa, paBHA 16%, TO B 3TON MOMYJISILIMK YAaCTOTA JOMUHAHTHOIO AJUIENS PA COCTABIIAET

0,6, a yacroTa pereccuBHOTO aiens g, — 0,4.

3Hasi FEHETUYECKYIO CTPYKTYPY MONYJISALUY 110 TOMY WJIM HHOMY IaTOJIOTMYECKOMY aJlIeIo U

HaIlpaBJICHUE U3MEHEHMS YaCTOTHI ITIATOJIOTUYECKOTO ajllells, MOKHO ITPOTHO3UPOBATh

3a00J1€Ba€MOCTb JItOJIEH B 3TON MOMYJISILIMMY, a TAKXKE PACCUUTHIBATH NOTPEOHOCTH B

JICKapCTBEHHBIX CPEACTBAX, JEUCOHBIX YUPEIKICHHUIX M BpauaX COOTBETCTBYIOIIETO MPO(us B

MeCTax IIPOKUBAHUS TOHN MOMYJISALNN JIOACH.

2. IlonyJasinMOHHAsl TeHETHKA MO3BOJIsSIeT YCTAHOBUTH MOHOTCHHBII XapaKTep
HaCJIeJOBAHUS H3y4aeMoro npusHaka. Eciau BcrpeyaeMocTs ocobell ¢ pa3HbIMU
TE€HOTUIIAMU COOTBETCTBYET 3aKOHY Xapau-BaiinOepra, To 3TO CBUAETEILCTBYET O
MOHOTI'€HHOCTH M3y4aeMoro npusHaka. Hanpumep, ecinu 4aCTOThl FEHOTUIIOB B MOYJISALIUN
AMEIOT BEITMUMHBI p2 aa = 0,81, 2pqa. = 0,18, q2aa =0.01, To MOXHO YTBEpPXIaTh, UTO
U3y4yaeMblil IPU3HAK 00YCIIOBJIEH OJJHUM I'€HOM.

3. IlonyJasinMoOHHAsl TeHETHKA MO3BOJIsSET H3YYUTh 3AKOHOMEPHOCTH MYTAllHOHHOTO
NPOLECCa M OLCHUTH BKJIAJ MYTAIlHOHHOIO IPOLECCa B TEHETHYECKYIO CTPYKTYPY
NONYJIAIUA. TO CTAHOBUTCS 0COOCHHO aKTyalbHBIM B HACTOSIIIEE BPEMSsI, KOT/Ia
HOBBICUJIACh HHTEHCUBHOCTh M BO3POCIIO pa3HOO0Opa3ue MyTareHHbIX (pakTopoB (hU3HUYECKOH,
XUMUYECKON U OMOJIOTUYECKON TTPUPO/IBI.

4. TlonyasinMOHHAsI FeHETHKA M03BOJIsIeT OLEHHUTDH POJIb HACIEICTBEHHOCTH M Cpe/bl B
BO3HMKHOBEHHMH 00JIe3Hel ¢ HACJIeICTBEHHOM NPeiPacoJI0KeHHOCTHIO.

[Toka3aHo, YTO B F€HETUYECKH OJTHOPOIHBIX MOMYJIALUAX, OOUTAIOIIUX B PAa3HbIX
9KOJIOTMYECKUX YCIIOBUSAX, BCTPEYaEMOCTh HEKOTOPBIX 3a00JIeBaHUN MOKET ObITh pa3HOi,
TaK Kak ()eHOTUIIMYECKOE IPOSIBIEHUE F€HOB, 00YCIIOBIMBAIOLINX 3TU 3a00JI€BaHUs, 3aBUCUT
OT (hakTOpPOB BHEILIHEHN Cpeibl, B YaCTHOCTH, OT 0cOOeHHOCTe! nuTanus. Hanpumep, y
AMOHIIEB U KUTal1eB, npoxuBaronmx B CIIA, 3a001eBaeMOCTb pakoM >Key/Ka HUXKe, a
PAKOM TOJICTOM KHIIKH BBIIIE, YEM Y SMOHIIEB M KUTANUIIEB, IPOKUBAIOUINX B SIOHUU U
Kurae, 1 1oCcTUraeT BEIMYMH, XapaKTEPHBIX ISl CEBEPOAMEPUKAHLIEB.

S. IomynsiMOHHAS reHEeTHKA MO3BOJIsieT U3YYUTh BJIMAHHE HACIEACTBEHHBIX H CPEI0BbIX
(paxkTOpPOB B CO31aHMHN (PEHOTHNINYECKOr0 MonMopdu3ma (pazHoodpa3ust)
YeJI0BeYeCTBA 110 MHOTMM NPH3HAKAM.

®eHoTUNMYeCKHii moJauMopdu3m — pazHooOpasue ocoOeit BHYTPH MOMYJISALNUN WIA MEXIY
pasHBIMU MOMYJIALUAME 110 TOMY WIM HHOMY Iipu3HaKy. Kaxaas ocoOb xapakTepuzyercs
cOoOCTBEHHBIM (DEHOTHIIOM, a MONYJSALHUs — cOOCTBEHHBIM peHodonaoM. K heHoTunnueckomy
pa3HooOpa3uio 0cobeil B MOMySIUK PUBOAT JBE MPUUUHBIL:

e pa3zHooOpa3ue reHOTUIIOB 0co0el U TeHO(OHI0B MOIMYIIALNH;

e pa3HOOOpa3ue yCcIOBUH, B KOTOPBIX OOUTAIOT OCOOH U HOMYJISIHH.



DeHOTUNNYECKUN TTOTUMOP(U3M MIPOSBIISIETCS Ha PA3TUYHBIX YPOBHSIX:
e paznuuus B PU3MOJOTUUECKHX IPOIECccax;
e  aHATOMO-MOP(OIOTHYECKHE PABIUUHS;
e  pAa3IMYUs B OBEICHUECKUX PEAKIIMIX;
e pa3InMYMA B 0COOCHHOCTSIX PA3BUTHUS;
e  pPAa3JIM4MUsL, CBI3AHHBIEC C BOCIIPOU3BEICHUEM.

6. IlonyasinMoHHAs reHeTHKA MO3BOJIsAET ONpe/eINTh HANIPABJIEHNE U OLIeHUTh BKJIA/L
MHIPANMOHHBIX MPOLECCOB B FeHETHYECKYIO CTPYKTYPY COBPEeMEHHBIX MOIYJIsi Hii
JI0/1eil, OLleHUTh F'eHEeTHYECKYI0 CTPYKTYPY pac.

Tak, cpaBHEHUE BCTPEYAEMOCTH HEKOTOPBIX ajuiesneil y OebIx aMepruKaHIIeB,
adpoaMepHKaHIEB U UX appUKAHCKUX MIPEIKOB MoKa3ano, 4to 3a 300 neT appoamepuKaHIibl
YHACJIE0BaJIHN OT 0estoro HaceneHust okoio 30% aieneil, 4To mo3BoJIseT NPEeaNON0KUTh
CYIIECTBOBaHHE 3HAUYUTEIBHOIO IOTOKA T€HOB MEX]y O€JIbIM M HETPUTSIHCKUM HaceJleHUEM
CLIA.

Hccnenoanus reHoOQOHa MHOTHX MOIMYJISILIUM JIFOeH MTO3BOJIMIIO BBISIBUTDH CYILIECTBOBAHHE

HECKOJIbKMX MUTPAIIMOHHBIX TTOTOKOB HAIIUX MPEIKOB, MPUBEIIINX K MOSIBICHHIO COBPEMEHHBIX

YeJI0BEUYECKHUX MOMYIISALUN.

['eHeTHueCcKue UCCIIEAOBAHUS TOKA3aIH, YTO HHAMBHIYYMBI OJHON packl pa3nuvatorcs Ha 85 %,

B TO BpeMsl Kak MPeACTaBUTENH pa3HbIX pac — Ha 8 %. MHaye roBopsi, 4eIOBEK OJHON pachl

TeHETUYECKU MOXKET OBITh OJIMKE K MPEJICTABUTEISIM APYTOW PaChl, €M K IPEACTaBUTEISIM

CBOEH pachl, )KUBYIIUM I10 COCEICTBY. | eHeTHYecKue NaHHble CBUETENLCTBYIOT O TOM, YTO

TeHETUYECKH YeJI0BEYECTBO OJHOPOJIHO; BBIICTICHUE YEIIOBEUECKUX Pac YCIOBHO U

OMOJOTUYECKH JTUIIEHO cMbIcia, TosTomy o pekomennanuu KOHECKO Bmecto Tepmuna

“paca” mpeanoUYTUTENIbHEE TI0Jb30BaThCS TEPMUHOM “ITHOC.

Pacel 1 HapoBl, HAPOJAHOCTH U POJA — ATO BCE IKOJIOTUYECKUE THUIIBI OJJTHOTO TOJIKO BHUJA —

Homo sapiens. AHTHHayYHBIMU SIBJISIIOTCS YTBEPIKIECHUS O TOM, YTO OJIHA paca COBEpPLICHHEE

JIpyro# (pacusMm), OJMH HApOJ BhIIIE APYroro ((hammsm) Wi YWieHbl OJHOTO poAa Omke APYT K

npyry (Tpaiibanmusm).

7. TlonyJasinuOHHAS TeHETHKA MO3BOJIsSIeT ONpeAeJTUTh HANPpaBjieHue U OLeHUTh BKJIAJ
€CTEeCTBEHHOI'0 0TOOPA B reHeTHYECKYI0 CTPYKTYPY YeT0BeYeCKHUX MOIMYJIsIIHii.
EctecTBeHHbII 0TOOp BBI3BIBAECT HAPABICHHOE U3MEHEHNE TeHO(OH1a NOMYISIUH ITyTeM
AMUMUHAIUY (YIATIeHHs) U3 TTONYJISIUA MEHEE MPUCIIOCOOIEHHBIX 0C00€H MM CHUYKEHUS
UX IUIOIOBUTOCTH. B GonbIIMHCTBE CllyyaeB eCTECTBEHHBIH 0TOOP HaNpaBjeH IPOTHB
TOMO3HTOT IO PEIIECCHBHOMY MAaTOJIOTUYECKOMY MTPHU3HAKY M CITOCOOCTBYET CHIKEHHIO
Y4aCTOTHI PELIECCUBHOTO ajuiess B momyssiuuu. Eciin naronornyeckuii Npu3HaKk JOMHUHAHTEH,
TO 0COOM C IOMHHAHTHBIM ITPU3HAKOM Cpa3y MOABEPTAIOTCS MPSMOMY JeHCTBUIO
€CTECTBEHHOI'0 0TOOPA, UTO TaKXke BEAET K CHIYKEHHIO YaCTOTHI IOMUHAHTHOTO
MaTOJIOTUYECKOTO aJUIeTIsl B MOITYIISLINH.

B psne cnydyaeB naToJI0rMUECKHil aliienb B TETEPO3UTOTHOM COCTOSITHUM MOYKET MOBBIIIATh

KU3HECIIOCOOHOCTh 0COOH.

B sToM cinydae ectecTBeHHBIN 0TOOP CLIOCOOCTBYET COXPAHEHUIO IT'€TEPO3UTOT.

3T0 BEJET K POCTY B MOMYJISIIIAN YaCTOTHI TATOJIOTUYECKOTO aJuIessi HECMOTPS Ha THOEIh

TOMO3HUT'OTHBIX 110 HEMY OCOOEH.

Takast cuTyarus xapakTepHa ISl CEPIIOBUAHOKIECTOYHON aHEMHHU.

[Tpu 3TOM ayTOCOMHO-PELIECCUBHOM 3a00JIeBaHUM U3MEHseTCs (hopMa 3pUTPOLIUTOB B

pe3yJbTare TOT0, YTO Y TETEPO3UTOT U TOMO3UTOT 10 PEIIECCHBHOMY aJUIEIIO CHHTE3UPYETCS

AQHOMAJIbHBIA TeMOTI00MH. [ 'OMO3UTOTHI OBICTPO MOTHOAIOT, @ Y TETEPO3UTOT HAPSTy C

AQHOMAJIBHBIM CUHTE3HPYETCSI HOPMATBHBIN TeMOTIIO0NH, M OHH COXPAHSIOT )KU3HECTIOCOOHOCTH.

B sputponurax ¢ u3MeHeHHOH (HOpMOii He MOCENAIOTCS Mapa3uTHIeCKUe NpocTenme —

MaJIsIpHifHbIe TuTa3Moand. CeproBHIHOKIETOYHAS aHEMUSI PACIIPOCTPAHEHA CPE/IN KHUTEIeH

CpenuzeMHOMOpBS, KIUMAT KOTOPOro OJIaronpusaTeH Ui Pa3BUTUS MAIPUMHBIX KOMapoB.



['eTepo3uroTsl Oosiee yCTONYMBBI K MAISIPUH, YEM TOMO3UTOTHBIE HOCUTENH HOPMAJIbHOTO
ajuiess, H03TOMY B pallOHaX pacHpOCTPAHEHUS MASIPUM I€TEPO3UTOTHI UMEKOT IPEUMYILECTBO,
¥ 0TOOp paboTaeT B MOJB3Y UX COXpaHEHUs. B pe3ynbrare 3TOro B HEKOTOPBIX pailoHax A(pHuKu
reTepo3uroThl cocTaBisitoT 10 70% Hacenenud. “Ilnaroii” 3a mpucnocobIeHHOCTh K YCIOBUSIM
CyILLIECTBOBAHUS CIIYKUT T€HETUYECKUH TPYy3 — HACBILLEHUE NTOMYJIALUNA BPEIHON MyTalluen —
PELeCCUBHBIM alljiesieM, 00YCIOBIMBAIOIINM Pa3BUTUE CEPIIOBUIHOKICTOYHON aHEMUHU.

PexomeHaanum no peuieHHIo 3a/1a4
Pewras 3agaun 31010 THNA, IPUAEPKUBAUTECH CIIEAYIOLIEH ITOCIEI0BATEIbHOCTH ACHCTBUN:
1. cocraBbTe Tabmuiy “IIpusHak-ren”
2. ompeaenuTe: O YUCICHHOM 3HAYCHUH KaKOro CUMBOJIAa (JOPMYII 3aKOHa Xapau-
BaiinGepra cooOuiaercs B yCJIIOBUU 3a/1a4u;
MPEJICTaBbTE 3TY HHPOPMAIIUIO B JOJISIX €AMHUIIBI, UCIIONIb3YS ACCITUYHBIC YHCIIA;
4. ompeaenuTe: YNCICHHOE 3HAUEHHE KaKoro cuMBouia (hopMyt 3akoHa Xapau-BaiinOepra
HEOOXOIMMO HAKNTH,
5. COCTaBbTE HATJISIHBIN TUIaH IEWCTBUM, HCIIOIB3Ys IS 3TOro (opMyIibl 3aKoHa Xapu-
BaiinOepra u 1onoaHUTENbHbIE 0003HaYEHUS (OKPYKHOCTHU, IPSAMOYTOJIBbHUKH, CTPEIKU
1 9KCIIa)
6. BBITIOJIHUTE 3aIUIAHUPOBAHHBIE JICHCTBUS B YCTAHOBJICHHOW BaMH MOCEA0BATEIIbHOCTH;
7. HanMIIUTE OTBET M YOEIUTECh B TOM, UTO BBl HAIILJIU TO, YTO TPEOOBAIOCh HANUTH 11O
YCIIOBUIO 3aJIa4H.
[Tpu penieHny reHeTUYECKUX 3a/1a4 MPUHATO odopMisITh Tadauny “IIpusnak - ren”. He
SIBJISIFOTCSL UCKJIFOUEHHUEM M 33]a41 110 TOMYJISIIUOHHOM reHeTUKe. Mbl HaCTOSITEIbHO
PEKOMEH/IyeM YYallluMCsl COCTaBIATh MOaubUIIMpoBaHHY0 Tadnuiy “IlpusHak - ren” npu
PEIICHNH 33]1a4 10 TIOMYJIAIIUOHHON TeHeTnke. MoauduimpoBanHas TabIuIa COACPKUT
uH(popMalrio 00 anensX U TeHOTHIIaX, 00yCIOBIUBAIOIIUX (POPMUPOBAHUE ATbTEPHATUBHBIX
MIPU3HAKOB, H O COOTBETCTBYIONIUX UM CUMBOJIaX Gopmyn 3akoHa Xapau-BaiinOepra.
Hcnonp3oBanre Mo GUIIMPOBAHHOMN TaOIHIIBI “TIPU3HAK - TeH’ CYIIECTBEHHO O0JieryaeT
MPOLIEYPY PEIICHUs 3324 110 MOMYJISIIUOHHON IreHEeTHKE.

(98]



IIpakTnueckas padora Ne6
XpomMocoMHbIe 00JIe3HH
Ieapb padoThl: N3y4UTh aHOMAJIbHBIE KAPUOTHUIIBI YEIOBEKA C HAPYIIEHUEM YK CIIa XPOMOCOM I10
dororpadusam MetadazHOM MIACTUHKU; PACCMOTPETh KAPUOTHUIIBI OOJIBHBIX C CHHIPOMOM
Hayna, cunnpomom DaBapjca, cuaapomom [laray.
Xoa padoTsl

Bapuant I

Bapuanrt II

3aganue Nel OnpeneJ T XpOMOCOMHBIN CHHIPOM IO ONMCAHHUIO

1. JIyHooOpa3HOe JIUII0 C THPOKO
paccTaBJICHHBIMH TJIa3aMH, YIIHBIC PAKOBHHEI
HIKE HOPMAJIIBHOTO YPOBHS, IIUPOKAs IEPEHOCHIIA,
AHTHMOHTOJIOUJIHBIN pa3pes Tiia3, TsKesas CTereHb
YMCTBEHHOM OTCTaJIOCTH, T1a4 peOeHKa
HAIIOMUHAET KOIIa4be MSyKaHbE.

1. OdveHb BBICOKHIA WU CPESTHUHN POCT,
THHEKOMACTHSI, eBHYXOHTHOE TEJIOCIIOKEHHE,
HEJI0Pa3BUTHE SUYCK U BTOPUYHBIX MYKCKHX
TTOJIOBBIX TPHU3HAKOB, OOJBITHHCTBO OECILIONHEL,
YMCTBEHHAsl OTCTaJIOCTh B 25 — 50% ciryuaes.

2. V3Kue U KOPOTKHUE TIIa3HBIE I, «CTOMa-
Ka4aJIKka», MaJIeHbKHUE HU3KO PACIIOJIOKEHHbIE
YIIHBIE PAKOBUHBI, CTHOATENIHLHOE MTOJIOKECHNE
MaJIBIEB KHCTH, BHICTYAIOIINI 3aThIJIOK HIKHSS
YeJIOCTh U OTBEPCTHE PTa MAIEHbKUE, HIes
YKOPOYECHA.

I'pyauHa KOpOTKasi, rpyIHas KJIeTKa — NIUPOKasl.

2. T'onoBa oKpyrII0ii (POPMEI C YIIIOMICHHBIM
3aTBUIKOM, JIOO CKOIIEHHBIN 1 Y3KHH, JIUIIO
IUIOCKOE, TUIIMYEH SIHUKAHT, MOHI OJIONTHBII
paspes ria3, MOCTOSHHO OTKPBITHIN POT, TOJICTHIC
T'yOBI, OOJNBIION CKIaMIaThIA S3bIK, IOTIEpEeYHas
JalOHHAs CKJIaJKa, 1ByX(alaHrOBbIIl MU3UHELL,
PE3KO HApYIIEHO a0CTPAKTHOE MBILITICHHE.

3. I'pyOble 4epThl JHIa: MAaCCUBHAST HIDKHSIS
YeJIOCTh, TSDKEIble HaqOpoBHEIE TyrH. O4eHb
BBICOKHIA POCT (TTOT 2 M).

ArpeccuBHBI, KOHQIUKTHBI, C1a0BbIH HHTEIICKT.

3. Huzkopocnocts. Jlumdpocras (0Tek) pyk u HOT
HOBOPOXKIEHHOTO0. boukooOpa3Has rpyaHas KieTka
U IIUPOKO PACCTABICHHBIE COCKH. YKOPOUYEHHUE
men, y MHOTUX KPbUIOBHUJIHBIC CKJIAAKHU I10 OoxaMm
nrer. Huskas nuHust pocTta BOJIOC HA 3aThUIKE.
Husko nocaxeHHbIe yIuu, AeopMaris yuHbIX
PaKOBHH.

4. AHOoManuu 4epena u JHla — MEKpoledaus,
CKOILECHHBIN 100, y3KHE TJ1a3Hble IIETIH, 3alaBliee
NEPEHOCHE, HU3KO PACIIOIOKECHHBIE U
JIepOopMUpOBaHHEIE YITHBIE PAKOBUHBI, HanboIee
XapaKTepHBbI — paciesinHa IyObl u Heba.

4. B cembe pactet 1046 14 net, y KoTopoit
HaOIIOTAIOTCS] HEKOTOPBIE OTKIIOHEHHS OT
HOPMBI: POCT €€ HIUXKE, YeM y CBEPCTHHUKOB,
OTCYTCTBYIOT MPU3HAKH MTOJIOBOTO
CO3pEeBaHMs, IIesl OYeHb KOPOTKAs, TUICHH
mpokue. Bo Bpemst nccienoBanus
KapHOTHUIIa BBISICHUIIOCH, YTO Y Hee
OTCYTCTBYET OJIHA UX X — XPOMOCOM.
WnTennext B HopMme. Kakoe 3a0oneBanne y
JIEBOYKH?

5. V 6-nerHero pebeHKa 00HAPYKEH
cunapoM JlayHa. Ho xpoMocoMHBIN aHAIN3
MoKasall, YTO He BCE KJIETKH UMEIOT
aHOMaJIbHBIN KapuoTHIl. Kak Ha3bIBaeTCs 3TO
sIBIICHUE?

5. B xapuoturne marepu 45 XpoMOCOM.

Y CTaHOBIICHO, YTO 3TO CBSI3aHO C
TpaHcnokauuen 21-i xpomocoMsl Ha 15-10.
Kakoe 3a0oneBanune BeposiTHee BCero OyeT y
pebeHka (KapuoTHI OTIa B HOpME)?

6. 11t kKakoro 3a00JeBaHUs XapaKTePHBI
Y3KHA U IAPOKHIA 100, 09€Hb HA3KO
pacroioxKeHHbIe 1eOpMUpPOBaHHBIE YIIIH,
HEeZ0pa3BUTHE HIKHEH YeNOCTH, ITUPOKHE
KOPOTKHE TaJIbIbI?

6. Y KCHIIMHBI BCIICICTBHE HAPYIICHUS
Meii03a 00pa30BaINCh TAKHUE TUIIBI
SAUIEKIIETOK:

22+XX, 22+0. xakue 00Je3HN BO3MOXKHBI Y
ee J0Uepeii, €CIN Y My»KUUHBI
CIIEPMAaTO30H IbI HMEIOT HOPMAIBHBIA HAOOP
XpomMocom?

7. Y XEeHIIMHBI BO BPEMsI HCCIIEIOBAHUS
CJIM3UCTOM 0OOJIOUKH MIEKU HE BBISBICH
oJ10BO# XpomaTuH. Kakoe 3aboneBanmne
MOYHO y HEC HpeJIHOJ'IO)KI/ITB?

7. U3BecTHO, YTO MPU MPUMEHEHUN METOa
OTIpeIeNICH sl TIOJIOBOTO XPOMATHHA TIOJICYET
KoJm4ecTBa Tenel bappa no3somnser TOUHO
YCTAaHOBUTD KapHUOTHII YCJIOBEKA. Kakxum on
OyZeT y )KEHIIUHBI IPU HATMYUH JIBYX TEJel]
bappa?




8. Y MyX4uH BCIeICTBHE 3M0YNOTPEOICHUS
QJIKOT0JIEM MOJKET IIPOUCXOJUTh HE
pPacxoXkJIEHUE MOJIOBBIX XPOMOCOM B MEH03€.
Kakue HacnencTBeHHbIe 3a00€BaHUS Y
IIOTOMKOB MOXET BBI3BaTh 3Ta CUTyalHs?

8. IIpu oOcnenoBanny y peOCHKa BBISIBICHO
pacuieruieHue Heba, HeJIopa3BUTHE IJ1as3,
HETPaBWIFHO CHOPMHUPOBAHHBIC YIIIH,
nedopmaryst KUCTEH U cTOM, HApyIICHHE
pa3BuTHs cepua 1 moyek. O Kakom
CHHJIPOME MOXKET H/ITH Peyb’?

9. Jli1st KakoTO CHHIpPOMA XapaKTEePHbI
YKOpPOUEHHBIC KOHCUHOCTH, MAJICHBKUH
Yeper, II0cKast POKas IEPEHOCHUTIA, Y3KHE
TJIa3HBIE eI, HABUCAIOIIAs CKIIaKa
BEPXHETO BEKa, YMCTBEHHAsI OTCTAJIOCTh?

9. 1715t GONBHBIX KaKUM CHHIPOMOM
XapakTepHbI Y3KHE TJIeUn U MINPOKUH Ta3,
BBICOKMII ToJI0C, Oeciuioaue?

10. K Bpauy obparmnace aesymka 18 net ¢
»KamobaMy Ha OTCYTCTBHE MEHCTpyanuid. Bo
BpeMs 00CIIeIOBaHHS BBISIBJICHBI TaKHE
npusHaku: poct 140 cM, KOpoTKas 1es ¢
XapaKTePHBIMU CKJIaJKaMH KOXHU («1est
chuHKCAY), IMUPOKUE TUIEYH, Y3KUH Ta3,

OTCYTCTBUC BTOPHUYHLIX ITOJIOBBIX IIPU3HAKOB,

HEI0pa3BUTHE STUUHUKOB.
Kaxkoit npenBapuTenbHbIi AUArHO3 MOKHO
YCTaHOBUTH?

10. Y HOBOPOXACHHOTO peOCHKA BHISIBICHA
CIIeTyFOINasl TATOJOTHS: aHOMAJTUS PA3BUTHUS
HW)KHEH YeIOCTH U TOPTaHH, YTO
COIIPOBOKIAETCA XapaKTePHBIMU
M3MEHEHUSIMU T0JI0Ca, HATTOMUHAIOIITHMU
KOIIauni KPHK, a TaKKe MUKpoLehanns,
MOPOK CEepALa, YETHIPEXMAIOCTb.

KakoBa BeposiTHas npuyuHa TaHHOU
aHoMamnu?

11. V pebenka, poAnBIIETOCs B MO3IHEM
Opake MaJleHbKHI POCT, OTCTABAHUE B
YMCTBEHHOM Pa3BUTHE, Y3KHE INIa3HbIC LIETH
¥ IUIOCKOE JIMIO C IMPOKMMH CKYJIaMH.
Kaxoro poja HapyIieHus: 00yCIOBHIH
pa3BUTHE OMMCAHHOIO CHHIpoMa?

11. Bo Bpemst oOcenoBaHus
HOBOPOXXJICHHOTO PeOCHKA YCTAHOBIICH
cunapoM JlayHa.

KakoBa BO3MOKHast IPUYMHA 3TON
MATOJIOTUH?

3aganue Ne2 OnpeneauTs N0 KAPHOTUILY THUI XPOMOCOMHOI'O CHHAPOMA
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3aganne Ne3 Tect no TeMe «XpOMOCOMHBIE GOJTE3HI

Bbi0epuTe 0qUH NPaBMIIBHBIN 0TBET:
1. Uto Takoe XpOoMOCOMHBIE 00JIe3HN?
a) I3MEHECHHE YUCIIa XPOMOCOM

0) U3MEHEHHUE CTPOCHUSI XPOMOCOM

B) U3MEHEHHE YNCJIA U CTPOECHUS XPOMOCOM
T') HET IPAaBWJIBHOTO OTBETA

2. Kapuorun npu cunapome [layna

a) XX+21,XV+21

0) XX+13, XY+13

B) 5p-

r) XX+18,XV+18

3. Kapuotun XX+18 nnmm XVY+18 cooTBeTcTBYyET:!

a) cuaapom [layna

0) cungpowm [laray

B) CHHJIpOM JD7Bapica

T') CHH/IPOM KOIIIAYbero KpHKa

4. YacToTra KaKoro CHHIpOMa 3aBHCHUT OT BO3pacTa MaTepu?

a) [Taray

0) Knaitndensrepa

B) lllepemesckoro-Tepuepa
r) HayHa

5. K kakoMy CHHIPOMY OTHOCSITCS CIIEAYIOIINE TPU3HAKU:

[UTs 3200JI€BaHMSI XapaKTEPHbI MHOXKECTBEHHbIE TOPOKU PA3BUTHSL, YACTO C MOJUIAKTHINCH. B
OOJIBIIMHCTBE CITy4aeB OTMEYAETCs HapyllleHHe JAeTebHOCTH IEHTPAJIbHOI HEPBHOW CHCTEMBI MO0 ee
Hepa3BUTOCTh. Yacto (mpumepHo B 80 mporieHTax) 00JbHBIC UMEIOT IIOPOKU PAa3BUTHUS cepa. TsKebie
HapyILIECHUs IPUBOJAAT K BEICOKON CMEPTHOCTH — B IIEPBBIN TOJ XKU3HU yMUpaeT 10 95% neteil ¢ 3TuM

JIMarHO30M.

a) CHHIAPOM DfBapjca

0) cunapowm lllepemesckoro - Tepuepa
B) cunzipoM llaTay

r) curapom Knaiingenstepa

6. YCTaHOBUTE COOTBETCTBUE

1) cunnpowm Illepemesckoro-TepHepa
2) cunapom Knaiindensrepa

3) cunagpom JlayHa

4) CHHAPOM KOIIAYbEr0 KpUKa

a) 5p-

6) 47 XXV
B) 46 XX+21
r) 45X0

7. Jalite onpenenenue

1) Jenenus

2) Amneymionaus

3) T'eHomHble MyTaLUU
4) Mo3zaunusm

a) I3MEHEHHE YHUCIIa XpPOMOCOM T€HOMA;

0) M3MEHEHHS YHCIIa OTACTHHBIX XPOMOCOM
Habopa;

B) HAJIMYKE B KIJIETKaX OPraHU3Ma OJTHOBPEMEHHO
HOPMAJIBHOT'O ¥ MaTOJIOTHYECKOro Habopa
XPOMOCOM;

T') BBINIAJICHUE YYaCTKa XPOMOCOM.




KoHTposbHBIE BONIPOCHI
1. Kakue Oose3Hn Ha3pIBaloT HacheAcTBeHHbIMU? Kakne Goe3nu Ha3biBatoT XxpoMocoMHbIME? KakoBa
Y4aCcTOTa XPOMOCOMHBIX OOJe3HeH?
2. Kak xiaccupuuupyroTcsi XpOMOCOMHBIE 00JIE3HH 10 ATHOJIOTUYECKOMY IPHHIUITY, TI0 BpEMEHH
BO3HUMKHOBeHHMsI MyTaruu? [lepednciinre BUIBI XpOMOCOMHBIX abeppauuii? YTo He0OX0aMMO OIPEAEIUTh
JUISL TOYHOH TMarHOCTHKHM XPOMOCOMHOH Oose3nn? Ha3oBuTe 1uarHocTHUeCKUe MPU3HAKA XPOMOCOMHBIX
6onesneit? [lepeuncnute (hakTOPHI HOBBIICHHOTO PUCKA POXKIEHHS JeTel C XpOMOCOMHBIMU OOJIe3HAMI?
Ha3zoBuTe KnuHIYECKHE IPOSBICHNS aHOMAJIMIT ayTOCOM H HOJIOBBIX XPOMOCOM?
3. Hazosure kapuotun 6omsHOTO cuHApoMoM JlayHa, Knaitadensrepa, DaBapaca, [llepemenckoro-
Tepuepa, [1atay, Jlexxena, nomucomun 1o X xpomocome?
4. [lepeuncnure KIMHAYECKHE IPOSBIeHUA cHHApoMoB Jlayra, Kimaftudenstepa, DnBapaca,
[epemesckoro-Tepuepa, [1aray, Jlexena, monmucomun mo X xpomocome?

OTBeThI K 321aHUI0 Ne2

Bapuant I

Bapmant 11

Cunnpom [ayna

Cunnpowm Ilaray

Cunnpom Dasapca

Cunnpom Knaitabensprepa

Cunnpom [lepemerckoro-Tepuepa

Cunapom JlexeHa (Komadybero Kpuka)

OTBeThI K TECTY MO TEME «XpOMOCOMHBIe 00J1€3HU»

JlaTe 0lMH IIpaBUIIBHBIA OTBET:

1 2 3

5 6 7

B a B

B 1r; 20; 3B; 4a 1r; 20; 3a; 4B

Y CcTaHOBUTH COOTBETCTBHE:
Jesienus - BBIMAaICHUE y9aCTKa XPOMOCOM;

AHeyn1ouaus - U3MEHEHUs YKcia OTACIbHBIX XPOMOCOM Habopa;
I'eHoMHast MyTauMs - U3MEHEHHE YUCIJIA XPOMOCOM T'€HOMa;
Mo3anuusm - HaJTH4YUe B KIETKaX OpraHu3Ma OJHOBPEMEHHO HOPMAaIBHOTO U MaTOJIOrHYECKOTo Habopa

XPOMOCOM.




IMPMJIOXEHUE

XPOMOCOMHBIE BOJIE3HN YEJIOBEKA

~1% HOBOPOXAEHHbIX

=

HapyweHus B nonoebIx
xpomocomax: XX wu XY

|

\

HapyweHus B ayrocomax:
rpynnbl «D», «E», 21 napa u ap.

!

XPOMOCOMHbIE AHOMA UK

/

\

KapuoTtune: aHeynnonaus —
a) MOHOCOMMUS;
6) Tpucomus;
B) NONUCOMMSA.

U3MmeHeHne u4ucna XpoMocomM

CTpYKTYpHbIe U3MEHEeHUsi B XpOMOCOMaXx:

a) peneuus;

6) TpaHcnokauus;
B) UHBEpCUSA.

r) AYyNAuKUma

XpPOMOCOMHbIE aHOManuu B MaTepunane «abopTycoB»:

24 Hepenu —»70%

| TpumecTp GepeMeHHOCTH —53-55%

Il pumecTp 6epemeHHocTU—  30% 50% -Tpucomum
Il TpumecTp 6epeMeHHOCTU— 6-7%

‘ BUAbl XPOMOCOMHbIX MYTALUWA I

A 4

BHYTPMXPOMOCOMHbDIE

v

AEJNIEUMN

\ 4

MHBEPCUM

v

AYNNIUKALWMA

4

MEXXPOMOCOMHDIE

\ 4

PEUWNPOKHbBIE

v

HEPELUWMPOKHBIE

v
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AHaJu3 KApUOTHIA
Kapuotum — cuctemMaTn3npoBaHHBI HAOOP XPOMOCOM Aapa KIETKHU C €r0 KOJINYECTBEHHBIMU U
KaueCTBCHHBIMH XapaKTePUCTUKAMHU.
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HopmanbHbli s)keHCKnH KaproTHIl - 46,XX HopmanbHsrit Myxckoit kapuoTai - 46, XY
HccnenoBanre kapuoTHIa - IpoLeaypa, IpU3BaHHAas BBIIBUTH OTKJIOHEHUS CTPYKTYPBI CTPOCHUS U
qrciia XpOMOCOM.
Ioxazanus A1 KAPUOTUIIMPOBAHUS:
e  MHoXecTBEHHbIE BPOXKICHHbIE TOPOKU PA3BUTHSI, CONPOBOXKIAEMbIE KIMHUIECKH aHOPMAJIbHBIM
(heHoTHIIOM MM AU3ZMOPHU3MOM
e  YMCTBEHHAas OTCTAJIOCTh WM OTCTaBaHUE B PA3BUTUHU
e Hapymenue nonoBoii audhepeHIMpPOBKH WM AHOMAINHU TIOJIOBOT'O PAa3BUTHS
e llepBuuHas uaM BTOpUYHAst aMeHOpes
e AHOManMM CiepMOrpamMMbl — a300CTIEPMHUS WIIH TSHKETIasi OJIMTOCTIEPMHUS
e becrmioane HESICHON 3THOJIOTHH
o IIpuBBIYHOE HEBBHIHALIMBAHUE
e PonuTenu manyeHTa co CTPYKTYPHBIMH XpOMOCOMHBIMH aHOMAJIUSIMU
o IloBTOpHOE pOXKACHUE IETEH C XPOMOCOMHBIMH aHOMAJIHSIMU
K coxanenuto, c MOMOIIbIO UCCIICAOBAHHUS KAPHOTHIIA MOKHO ONIPEIENUTD JIUIIb KPYIHbIE CTPYKTYPHBIE
nepecTporku. B GONBIIMHCTBE ke CITydaeB aHOMAaJIHK CTPOSHHS XPOMOCOM TIPEACTABIISIOT COO0i
MUKPOJIENEINN 1 MUKPOIYTITUKAIIUN HEBUIUMBIE TI0J] MUKPOCKOTIOM. OJTHAKO TaKue U3MEHEHHSI XOPOLIO
UACHTHPHULIUPYIOTCS COBPEMEHHBIMU MOJIEKYJIIPHBIMUA LIUTOT€HETUIECKUMH METOIAMH -
¢dyopecuentHoit rudbpunuzanueit (FISH) 1 XxpoMOCOMHBIM MUKPOMATPHYHBIM aHAITU30M.
HacaencTtBeHnnble 001€3HM 1 UX KIacCHPUKALMAS
Bce nHacnencrBeHHble 00JI€3HU NPUHSTO Pa3AEisATh HA TPU OOJbIINE IPYIIIBL:
1. MOHOIreHHBIE
2. MyJbTH(AKTOPHATBHBIC
3. XpOMOCOMHEIE
I. MoHorensble 0oe3HN — IPUUMHON UX PA3BUTHS SBISIETCS MOPaKEHHE T'EHETHUECKOro Marepualia Ha
yposre /IHK, B pe3ynbrare uero moBpexIaeTcs TOIbKO OAWH r'eH. MOHOTeHHBIe 0OJIe3HH HACIIEAYIOTCS
B COOTBETCTBHH C 3aKOHAMH MEH/IENS U 10 THUITY HACJIEOBaHUS MOTYT OBITh pa3/IesIeHbl Ha!
1) AyTtocoMHO — fOMHHaHTHBIE (CHHAPOM Mapdana, axoHApOIUIa3us U Ap.);
2) AyTOCOMHO — pelieCCHBHBIE (ITOUTH Bce OOJIe3HH 0OMEHA BEIECTB);
3) X-cueruieHHbIe perecCcuBHbIE (TeMOGUIINS, TATbTOHU3M U JIp.);
4) X-—crerieHHbIE TOMUHAHTHBIC (BUTAMHH J[-pe3UCTEHTHBIN PaxuT).
II. MyabrudakropuanbHble Ui OOJE3HW C HACIEACTBEHHBIM IPEIPACHONI0KEHUEM, SIBISIOTCS
TOJIMTEHHBIMH, | JIJISl HX TIPOSIBICHUS TPeOyeTCs BIMSHUE ONPEIEIeHHbIX (JaKTOPOB BHEITHEW CpPEJIbL.
K mynbTH(akTOpHanbHbIM OOJIE3HSIM OTHOCSTCS OOJIE3HU:
1) JpixaTenbHOM cucTeMBbl: OpOHXHATbHAS ACTMA, aJNIEPIHYECKUI allbBEOJINT |


https://genomed.ru/kariotype-old/

2) IHC: stunerncust, mu3odpeHus U ap.;

3) CepaedHO-COCYIUCTBIC: PEBMATH3M, aTePOCKIEPO3 U JIp.;

4) KoxxHble: aTONUYECKUI 1epMaTUT, ICOpHUas u ap.;

5) BeigenuTenbHON cucTeMBbl: HEQPHUTHL, MOUEKaMeHHast O0JIE3HB | Jp.;

6) IlmmeBapuTEILHON CHCTEMEBI: I3BEHHAS O0JIE3HB, ITUPPO3 TICUCHH U Jp..

II1. XpomocomHbIe 00JIe3HH MOTYT OBITH OOYCIIOBJICHBI W3MEHEHUSMH Yrciia (TeHOMHBIE MYTallld) U
CTPYKTYPHI (XpOMOCOMHBIE MYTaIlUH) XPOMOCOM.

XPpOMOCOMHBIE 3a00JIEBAaHUSI PACTIPEAEISIOTCS Ha TBE OCHOBHBIE TPYIITIBI:

1) 3aboneBanus, cBsI3aHHbIC ¢ abeppamusiMu (TIEpeCTPORKaMH) ITOJIOBBIX XPOMOCOM, OHH B CBOIO OUYEPEIb
JIeIISATCS Ha!

a) YUCIIOBBIE!

- cuaapom Kimaitadensrepa

- CHHIPOM TPUCOMUS-X

- cunzpom lllepmesckoro-Tepuepa u ap.

0) CTpyKTypHBIE:

-paznuyHble BapuaHThl cuHjpoma IllepmeBckoro-TepHepa ¢ nepecTpoikoil X-XpOMOCOMBI
(130XpOMOCOMa KOPOTKOTO Tjieya, KOJbIeBas XpOMOCOMa, JIeJIeHsl ATMHHOTO MM KOPOTKOTO Iieda X-
XPOMOCOMBEI).

2) 3aboneBaHus, CBSI3aHHBIE C A0epPANAIMHU ayTOCOM:

a) YHCJIOBBIE:

- bosie3Hb JlayHa

- curapowm Ilaray

- CHHIIpOM DjBapjica u Jp.

0) CTpyKTypHBIE:

- CHHAPOM «KOIIIAYheT0 KPUKa» U Ap.

XpoMocoMHbIe 00J1e3HU. AHOMAJIMH NOJOBBIX XPOMOCOM

XpoMocoMHBIe 00JIE3HH — KJIMHUYECKUE CHHIIPOMBI, 00YCIIOBICHHBIE N3MEHEHUSIMH YHCIA B CTPYKTYPHI
XPOMOCOM.
XPpOMOCOMHBIH HAOOP Y YeIOBEKa IPUHATO Pa3ACIsATh Ha CEMb TPYIIIL:
A (1,2,3 maps xpoMocoMm)
B (4,5 napsi)
C (6 — 12 u X-xpomocoma)
J (13,14,15 mapsr)
E (16,17,18 mapsi)
F (19,20 mapsr)
G (21,22 maper 1 Y-xpomMocoMma).
XpomMocoMHBIe 0OJIE3HH — YacTast aTOJOTHsI, YaCTOTa XPOMOCOMHBIX OOJIe3HEH cpear HOBOPOXKIESHHBIX
nerell cocraBisieT okoino 1%. [pyOble aHOManuu XpOMOCOM HECOBMECTHUMBI C KHU3HBIO M SIBISIOTCS
YacTOW MPUYWHOW CIIOHTAHHBIX a0OpPTOB, BBIKUIBINIEH W MEPTBOPOXKACHHBIX. BBUIO MOKa3aHO, YTO
npumepHo y 40% CIIOHTaHHBIX a0OPTOB HMEIOTCSI XPOMOCOMHBIE U3MEHEHHUSI.
KnuHn4eckr mouTH Bce XpOMOCOMHBIE O0JIE3HH MPOSIBIISIOTCS:
- HapylIIeHHEeM WHTEIUIEKTYAIbHOTO PAa3BUTHS;
- MHO>K€CTBEHHBIMH BPOXKJICHHBIMH TTOPOKAMH.
OTU HapymeHuss OOBIYHO SIBISIOTCS TSDKEJIBIMA M KacaloTcsl (PU3NUECKOTO0, MCUXUYECKOTO, MOJIOBOTO
pa3BuTHS. DTO MOXET OBITh YMCTBEHHOE W (M3WYECKOE HEIOPa3BUTHE, MOPOKH Pa3BUTHS CKEJeTa,
nedopMmarus depemna, MUKporedars, SMUKAaHT, XapaKkTepHbIe YepTHl JHIa (HampuMep, npu OoJe3HH
JayHa nHI0 OJHOTHUITHOE Y pa3MYHBIX YEJIOBEYECKHX pac), KOCONAMOCTh, KPUNTOPXH3M H T.A.. B
HACTOSIIEE BpPEeMS BHYTPHYTpPOOHAs UAarHOCTHKA XPOMOCOMHBEIX 3a00JIeBaHWMA BO3MOXKHA TIpH
MCCIIEIOBAHUU OKOJIOIIOAHBIX BOJ. DTO TMO3BOJISIET MPENyNPEIUTh POXKIECHHE JETeH C XPOMOCOMHBIMH
3a00JIeBaHUSMH.
PaccmoTpum Haubolee 4acTo BCTPEYAIOIINECS XPOMOCOMHBIE CHHIPOMBI.
AHOMAaJINH MOJIOBBIX XPOMOCOM — OOJIE3HHU CBSI3aHHBIE C HE PACXOXKACHUEM IIOJIOBBIX XPOMOCOM.




Cunapom lHlepmeBckoro-TepHuepa

Bneperie ommcan B 1925 romy H.A. HlepmeBckum. B 1938 romy Oojiee MOJIHO KIWHAYECKH OITHCAH
. Tepuepom. IluroreHeTnueckue maHHbIe 00 ATOM CHHApOME (MOHOCOMES MO X-XpOMOCOME) ObLia
packpeita U.dopaom B 1959 rony.
CuHOpOM XapaKTepeH TONBKO JUIA JKEHIIWH (AeBOYeK). Y HHX B OYKKAIBHOM OJIHTEIHH HE HAXOISIT
MOJIOBOTO XpPOMAaTHHA.
Yacrota cunapoma cocrasiser 1 : 3 000.
IIpuunHa: He pacxo’KIeHHe OJIOBBIX XPOMOCOM B TaMETOTEHE3e.
Kapuorumn:
- y 6omnpmmHCcTBa — 45, X0 (y 60% O0nbHBIX);
- TaKXe BCTPEUAIOTCS PA3JIMYHBIC THITBI CTPYKTYPHBIX MEPECTPOCK X-XPOMOCOM:

JIeeny ITMHHBIX (Xg) Uil KOpoTKuX (Xp) M€Y, N30XPOMOCOMEI, KOJIHIIEBBIE

XPOMOCOMBI;
- TaKXe BO3MOXHBI pa3JIMYHbIC BapuaHThl Mo3auiuiMma: 45,X0 / 46,XX;

45,X0 /47, XXX u ap.
Knnnnka:
. Y HOBOPOX/ICHHBIX XapaKTEPHBIM NMPU3HAK — KOPOTKAs Iles ¢ KPbUIOBUIHOW CKIIAIKOM
(LIEHHBIA ITEPUIHYM) U TUMQATHIECKMI 0TEK KMCTEH U CTOII.
. Macca Tena mpu poXXASHUN CHIDKEHA.
) OtMeuaeTcst HU3KHI pOCT BOJIOC HA IIee.
. B nanpHeiiem HaOII0a€TCS OTCTABAHUE B POCTE.
. AHOMamMu pa3BUTHUSl CKElleTa CTAaHOBITCA 0OoJjee 3aMeTHHIMH C BO3PAacToM pebOeHKa

(kopoTkas Iesl, NTO3, IIUPOKas M KOPOTKas TIpyaHAas KJIETKA, SMUKAHT, THICPTEIOPU3M COCKOB,
M30BITOYHOE pa3ruOaHue JOKTEBBIX U KOJICHHBIX CYCTaBOB).

. Ha koke nMeeTcss MHOXKECTBO MATMEHTHBIX MATCH, BUTHIIUTO (04aroBasi JCMUrMEHTAIHS
KOXH).

. B nmyOepratHom nepuoje (Nepuoja MOJIOBOTO CO3PEBaHHUs) HE TMOSBISIFOTCS BTOPUYHBIC
MOJIOBBIC TPU3HAKH, TICPBUYHAs aMeHOpes, OOJIbHbIe OCCILIONHBI. AHATOMHYECKHA Ha MECTE SUYHUKOB
00HAPYKUBAKOT COCAMHUTEIBHBIC TSDKH.

. Hawubonee 4acTbl MOPOKH cepla U MOYeK.

) WuTenmnekT coxpaHeH wamie Bcero. OmgHako s Takux OOJBHBIX XapaKTepHa
MO TYMHSIEMOCTbh, Y30CTh HHTEPECOB, Mallasi MPOAYKTUBHOCTH MBIIILICHUSI.

o [Tpu Mo3am4HBIX (hopMax OTMEUAETCs CTepTasi KIIMHUYECKasi KapTHHA.

° CpenHsis TpoI0JDKUTETHHOCTD KU3HUA TAKUX OOJTBHBIX 0JIM3Ka K HOpPME.
/lnarHocruka:

- HaJIMuMe KINHUYECKON KapTHHEL,
- HCCIEI0BAHUE N10JI0BOI'0 XPOMAaTHHA;
- KapHOJIOTHUECKOE HCCIIEJ0BaHHE.
Jleuenwue:
- CHMIITOMaTHYECKO€ H, OOBIYHO, HAIPaBICHO HAa KOPPEKIHMIO BTOPUYHBIX TIOJOBBIX IPHU3HAKOB
(nmuTenpHBIE KypChl BBEIEHUS MTOJIOBBIX TOPMOHOB).
Cungpom Knaiingenbrepa
Cunzapom ommcan B 1942 romy I'.®.KnaitnpenbrepoM, a B 1959 romy Obuia ycTaHOBIIEHa €ro
XPOMOCOMHAsI 3THOJOTHSL.
CuHApOM XapakTepeH TOJBKO sl MYX4YWH, Yy HUX B OYKKaJbHOM SIHUTENUH OOHApPY>KUBAETCS TENbLE
Bappa.
Yacrota BeTpeuaemocTH coctasiseT 1 : 500.
IIpuunHa: He pacxo’KJeHHEe MOJIOBBIX XPOMOCOM B FaMETOTE€HE3E;
Kapuorum:
- yamie Bcero — 47, XXV;
- 48, XXXY;
49, XXXXVY. Yem Gonbliie 4UCI0 X-XpOMOCOM, TeM OO0JIbIlIe YMCTBEHHAs OTCTaIOCTh;
- 47, XVY;
- 48, XXVYVY, y 3TuX JIHIl MOMUMO KIMHHUYECKHX YepT CHHApPOMAa B IMOBEJCHHH MOTYT HaOIIOATHCS
arpeccUBHOCTh, HEMOTHBUPOBAHHBIE ITOCTYIIKH.
- TaKXe BCTPEYAETCS MO3AULIU3M.



KinHuka nposBisieTcs TOIBKO Mociie MyOepTaTHOTO epHoIa:

. 00s13aTeNbHBIN TPU3HAK — THIOILIA3HS STUYCK;

o HapYIICH CliepMaToreHe3 — OeCIIoNE;

o BBICOKHIA POCT, JUTHHHBIC KOHEYHOCTH;

. EBHYXOM3M (TIOSIBJICHUE JKEHCKHUX YEPT: TOJI0C, KUPOOTIOKECHUE, OBOJIOCCHUE);

o YMCTBEHHOE pa3ButTHe oTcTaet (B 25% - 50% ciydas);

o HapYyIICHUE TICHXUKHU: allaTUYHOCTh, BSUTOCTh, BHYIIIAEMOCTh, HE3PEJIOCTh CYK/ICHHIA.
JlnarnocTuka:

- HaIW4YHe KIWHUKA B TyOepTaTHOM MIEPUOJIE;
- HMCCIeIOBaHUE MOJIOBOTO XPOMAaTHHA;
- HMCCIeI0OBaHNE KapHOTHIIA.
Jleuenue:
- CUMITOMAaTHYECKOE, HAIIPaBIEHHOE Ha KOPPEKIIUIO BTOPUYHBIX TIOJIOBBIX MTPU3HAKOB.
Cunapom Tpucomuu — X
Brepseie cuapom 6601 onricas B 1959 roay A.Jlkekobcom.
CuHOpOM XapakTepeH [UIsl JKeHIIMH, Y HUX B SApax OJIHUTENHs CIW3UCTOM OOOJOYKH IIEKH
oOHapy»uBaeTcs Ba u Oosee (3aBUCHUT OT unciia X-XpoMocoMm) Tesbla bappa.
Yacrora BcTpedaemoctu cocrapiser 1: 1500.
KapuoTun:
- game — 47, XXX;
- 48, XXXX (TetpacoMus);
- 49, XXXXX (mearacomust).
Kiunuka npu Tpucomuu — X 04eHb pa3HooOpa3Ha. Takue )KEeHITUHBI, KaK TPaBUjI0, HMEIOT;

L4 HEOOPA3BUTHIC ANYHUKU,

. TUIIOIJIA3UI0 MATKY;

) HEPETYJISIPHBIA MEHCTPYalbHbIA LUKII;

. OecIIoaue;

) HEe3HAYUTEIbHOE CHIYKEHUE NHTEIJIEKTa.
KnuHuka npu TeTpa- ¥ IeHTaCOMUU:!

° TSAOKCJIBIC HAPYIICHNA UHTCJIJICKTA,

. COMaTHYEeCKHe aHOManuu (DIUKAHT, THUIEPTENIOpU3M, JAeOPMHUPOBAaHHBIE YIIHBIC
PaKoOBUHBI, IONIEPEYHAs TaAOHHAS CKIAKA);

. HEIOpa3BUTHE T€HUTAJIHH.
/lnarnocrtuka:

- HCCIeI0OBaHUE MOJI0OBOTO XPOMAaTHHA;
- olpenesieHHe KapuOTHUIIa.
Jleuenmue:
- CHMIITOMaTHYECKOE M HAMpPAaBJICHO HA yCTpaHEHNE HAPYIIEHHH QYHKIUN SUIHUKOB.
AHOMAJIUM aYyTOCOM
Haubonee wu3ydeHbl TpW KIMHUYECKHMX CHHApOMa C Tpucomued mo ayrtocomaM. CHHIPOMEI,
00yCIIOBJIEHHBIE MOHOCOMHUEH ayTOCOM, He 00OHAPYKEHO.

BoJae3ns [layna
Cunzapom [layHa BuepBele Obln omucad B 1866 rogy aHrimiickum mneauaTpoM JIuarroHom [layHowm.
N3ydeHa 10CTaTO4HO MOJHO, T.K. MPEACTABIAET COOOM OHY M3 CAMbBIX YaCThIX XPOMOCOMHBIX OOJIE3HEN.
Yacrota ero cocrasnser 1: 700-800.
Oba mona mopaxaroTcss ¢ OJUHAKOBOW YacToToW. M3BecTHO, uTo Aetu ¢ cuHapoMoM JlayHa darie
POKIAIOTCS y MaTepel cTapIero Bo3pacra:

Bo3spact marepu: Puck:
20-24 ---- 1: 1700
25-29 ---- 1: 1300
30-34 ---- 1: 1000
35-39 ---- 1: 300
40 -44 --—-- 1: 100
45 u crapue -—-- 1: 30

TpaHcnokanoHHbIe (GOPMBI Yallle BCTPEYAOTCS Y MOJIOBIX POIUTEICH.
[Ipuunna: B ocHOBe Ooie3Hu JlayHa JIEKHUT HE pacXoxkaeHue 1o 21-i mape XpoMocoM 00 B SHIEKIIETKE
BO BpeMs Meii03a, 100 Ha paHHUX CTaaUsAX IPOOJCHUS 3UTOTHI.



Hutoreneruyecku 6one3Hs JlayHa npencraBieHa BapuaHTaMH:

- mpocTas TpucoMus (coctaBiseT 95%);

- TpaHcnokauuoHHas opma (= 4%);

- ¥ B 1% ciy4aeB BBISBISIETCS MO3AHILIU3M.

Kapuorum:

- TIpHu TpocToit Tpucomuu — 47, XX, 21+ (Tpucomus o 2 1-i mape XpoMocom);

- TpW TPAHCIOKAIMOHHOM BapHaHTe BCEro 46 XpoMOCOM, a JUIIHSISI TPEThsI 2 1-51
XpOMOCOMa OKa3bIBaeTCsl TPAHCIOLMPOBAHHOM Yallle BCEr0 Ha XpOMOCOMY T'PYIIIIbI
H(13,14,15) wn G (21, 22, V);

- Tpu Mo3andHOM Bapuante — 46, XX / 47,XVY,21+.

KnuHnveckas KapTHHA TPUCOMHOTO M TPAHCIOKALMOHHOTO BapHaHTa OMHAKOBA.
[Ipu Mo3aMyHOM BapHaHTE TSDKECTh 3a00JE€BAHUSI 3aBHCUT OT IPOLIEHTA aHOMAJIBHBIX KJIETOK. Jlms
OOJIBHBIX XapaKTepHBI CIEeTYIOUINe TPU3HAKY:

. HeOOoIIbIIAs TOJIOBA CO CKOIICHHBIM 3aThLUTKOM;

. KOCOM pa3pe3 Ii1a3, SIUKaHTYC;

. KOPOTKHE TMaJIbIIbl, NCKPUBICHHBI MU3HHEI;

. MaJIeHbKHUE YITHBIE PAKOBUHBI, HU3KO ITOCAKCHHBIC;

. IUTOCKAs CIMHKA HOCA,

. HOJYOTKPBITHII POT C BEICYHYTBIM SI3BIKOM;

. CBOCOOpa3Has MOX0JIKA C HEJIOBKUMHU JIBUKCHHUSMHU, PACXJI0aHHAS TTOXO0JIKA;
. KOCHOSI3bIYHE, HEJIOPA3BUTHE PEUH;

. 100% yMcTBEHHas! OTCTAIOCTD;

) gacto nopoku CCC (B 50% - mopoku cepaua), KKT (B 15%), cTpagaer uMMyHHas U
SH/IOKPUHHAS CUCTEMBI;

. nepMmaroriuduyeckue 0coOEHHOCTH: «00e3bsiHbsl ckianka» (40%), ennHCTBEHHAs
crubaTenpHas CKiIaaka Ha Mu3uHIE (25%);
[TponomKUTENEHOCTD KU3HH OOJNBHBIX HIDKE, YeM B MOMyJsud. Ho mpu HopManu3aluy 3HJOKPHHHBIX
(GYHKUUI 1 KOPPEKIUH MOPOKOB Pa3BUTHS, POJOKUTEIBHOCTD )KU3HU MOXKET OBITh YAJHHEHA.

MarHo3 OCHOBBIBACTCA Ha:
- KJIMHUYECKOU KapTHHE;
- W3y4YCHHUU KapUOTUIIA;
- mepMaTornupu4ecKoM UCCIIeI0OBAHUH.
Jleuenue:
- CHMIITOMaTHYeCKOe, OOIICYyKPEIUIIONIast TeparHsl.
Cungpom IlaTay

Onucan B 1960 rogy amepukanckuM renetukom K.Ilaray.
Yacrota cunapoma cocrasiset 1: 6000.
O6a nona mopaxaroTcs ¢ 0IMHAKOBOM yacToTol. Jletn ¢ cunapomomM [laTtay vare poxxaatoTcs y maTepeit
CTapILero Bo3pacra.
LluToreHeTH4YeCKH CHHAPOM TIPE/ICTABIICH BYMSI BADHAHTAMH:
- mpocras Tpucomust (B 80-85% ciygas);
- TpaHCIOKaLMOHHas (opma.
Ciy4an MO3aulM3Ma OYEHb PEIKH.
[IpuumHa: B OCHOBE OOJIE3HU JISKHUT HE PacXOKIIeHue 1o 13- mape XpoMocoMm.
KapuoTun:
- mpu nipocToit Tpucomun — 47, XX, 13+ (Tpucomus no 13-t mape xpomocom);
- TIpW TPAHCIOKAIMOHHOM BapHaHTe — 46 XpOMOCOM, YMEHBIICHUE YUCIIa
XPOMOCOM 4Yallle BCErO B pe3yJIbTaTe CIUSHUS TBYX XPOMOCOM TPYIIIIbI [

(13,14,15).
Knnnuueckast KapTuHa:
. MIPH POXKACHUH JETH UMEIOT MAIYIO MacCy, XOTs POXKIAIOTCS B CPOK, Y OEPEMEHHBIX UMHU

JKEHILH 0TMEYaeTCss MHOTOBOJNE.
XapakTepeH BHELIHUH BU] OOJIBLHOTO:

. aHOMaJIbHO YMEHBIICHHAs TosioBa — Mukpouedaus (B 80%);

. nzmenenue rias (B 90%), B Bue MEKpO(QTAILMUM U aHO(TATEMUH.
Haunbonee xapakTepHbIMH IOPOKaMU Pa3BUTHS SIBIISIOTCS:

o paciuenrHa ryobl U HeOa;



L4 MO OAKTUIINA,

) oonee yem B 50% ciydasi mopakaroTCsl TEHUTAINU: Y JIEBOYCK — JyOJHMKAIUs MaTKH |
BJIAraJTUINA;
Y MaJIbYMKOB — TUTIOIIIa3Usl MOJIOBOTO YICHA U KPUIITOPXU3M;

. MOPKU BHYTPEHHUX OPTaHOB;

. TsDKeTasi yMCTBEHHAS! OTCTAIOCTb.

[TponomKUTENEHOCTD KU3HH PE3KO CHIDKEHA, 95% Takux getell mornbaroT 10 roja.
HarHo3 OCHOBBIBACTCA Ha:
- KJIMHUYECKOU KapTHHE;
- W3y4YCHHE KapuOTHUIIA.
VYcrennpIx MeToI0B JICYCHHUS HET.
Cunapom JaBapiaca
Onucan B 1960 rony JI.2aBapacom.
Yacrota cunapoma cocrasister 1: 7000, y neBouek B 3 pasa yaie, 4eM y MaJIbuHKOB.
Kapuorumn:
- 47, XX, 18+ (Tpucomms mo 18-it mape).
TpaHcnokamoHHbIE POPMBI U MO3AHIIK3M OYCHD PEAKH.
Knnnnueckas kapTusa:

. JICTH C POXKJICHHUS OYCHD MBI,

) MUKpoIedanus;

o TsDKeTasi yMCTBEHHAsI OTCTAJIOCTh;

. nedopMaIus yeperna, MaJeHbKash HIXKHSIS YSTFOCTh M OTBEPCTHE PTA;

. TOJTUAAKTHITHUS;

. XapaKkTepHOE PAcCIIONOXKECHUE MANbLEB: YKa3aTelbHBI W MH3MHEI] MEpeKpbIBaloT 3 u 4
MAJTBIIBI;

o «cromna-kaganka» (B 80% ciydas);

. CITUHHOMO3T'OBBIC TPHDKHU M PaCILEIUHBI I'YOBI (B 5%);

o aHOMAJIMM Pa3BUTHUS BHYTPCHHUX OPTaHOB.

ITponomKHUTENBHOCTD XKU3HH PE3KO CHIKEHA, 90% mornbaroT 1o roja.
MarHo3 OCHOBAH Ha:
- KJIMHUYECKOU KapTHHE;
- HCCIEeIOBaHUHU KapHOTHIIA.
YcneunsIx MeTo10B JCUCHHUS HET.
CTpyKTypHBbIe aHOMAJIMH XPOMOCOM
Cungpom «Kpnka komkm»
Onucan B 1963 rony JIx. JlesxxeHoM.
Yacrota cocrasisier 1: 45000.
0O06a moJa mopakaroTcsl OIMHAKOBO YacTo.
[prunHOW 3a00eBaHMs ABISETCS EIeNHs KOPOTKOTO Tieda S-if XpoMocoMBI (5p°).
Knunnueckasd kapTuHa:
) HanboJiee XapaKTePHBIM SIBJISIETCS T1a4 HOBOPOXKIEHHOTO, MOX0XHH Ha KPUK KOIIKH, YTO
CBSI3aHO C aHOMAJIMSMH Pa3BUTUS TOPTAHU U FOJOCOBBIX CBS3OK.
Tax ke y Takux JieTeil HabIoJaeTCs:

. MUKpoIedanus;

o JUIIO KPYTJIOE C THIIEPTEIOPU3IMOM;

o SIHUKAHT;

o AHTHUMOHT OJIOUIHBIN pa3pes3 riias;

o e OpMUPOBaHHBIC YIITHBIE PAKOBUHBI;

o JETH PE3KO OTCTAIOT B YMCTBEHHOM M (PM3MYECKOM Pa3BUTHU.

HpOJIOII)KI/ITeHBHOCTB JKM3HU BBILIC, YEM Y ITAIIUCHTOB C ayTOCOMHBIMH TPHUCOMHAMU.



Cucrema 3anucu KapuoTUIIOB
46, XX — HOpMaJIbHBIN KapuOTHUIT (KCHIIIHA)
46, XY — HOpMabHBII KapHOTHII (MY>KIHHA)
45, X — cungpowm Illepemesckoro-Teprepa 47 XXY 1
4g' xxxY | — cunapom Kiaitndensrepa
47, XXX — CHHIPOM «TPHCOMHUH 0 X-XPOMOCOME)
47, XYY — cunnpom Baii-Bait
47, XX, + 21 — curnpom Jlayna (>keHIIHA)
47, XY, + 21 — cunangpom Jlayna (My»)4rHa)
47, XX, + 18 — cunngpom Dasapjca (KSHITUHA)
47, XY, + 18 — cunzgpom DaBapica (MyKUrHA)
47, XX, + 13 — cunagpom llaray (xeHmuHa)
47, XY, + 13 — cunngpowm [latay (myxunHa)
46, XX, t (9/22) — xpoHUYECKUN MUEIIONICHKO3 ((KESHIINHA)
46, XY, t (9/22) — xpoHUYECKHI MUEIIOIEHKO3 (MY KUNHA)
46, XX, t (15/21) — TpaHcnokannoHHbIH [layH (;keHIIHMHA)
46, XY, t (15/21) — tpancnokaunoHHbli JlayH (My>K4nHa)
46, XX, del (5p-) — cuHApPOM KOIIadhero Kpruka (>KeHIIIHA)
46, XY, del (5p-) — cuHApPOM KOIIaybero KpruKa (My»X9IHHA)
46, XX, del (13q-) — cunapom Opoenu (KSHIIUHA)
46, XY, del (13q-) — cunapom Opoenu (My>K4IrHa)
CermeHTHI U paifoHbI MeTa(a3zHOW XPOMOCOMEI 0003HAYAIOTCS U PaMH, IIEHTPOMEPA CITYKHUT UCXOTHON
TouKOM AJist i poBoii cxembl. [Ipu onpeneneHny ToKaIM3anuy reHa UCTIONB3YIOT 4 KpUTEpHs: HOMED
XPOMOCOMBI, CHMBOIJI IIJIE4a, HOMEP pailoHa U HOMEp CErMEHTa B Mpeieiax 3Toro paitona. Hanpumep,
3anuchk 1p32 o3HayaeT, YTo peub UIET O XPOMOCOME MEPBOIl Mapbl, KOPOTKOM ILIeUe, palioHe 3, CEerMEHTE
2. Mg rena Rh dpopmymna nokanuzaruu: 1p35.



XapaKTEPUCTUKH.

Bapuanrt I

IIpakTn4yeckas padora Ne7
I'ennbie 00J1€3HH
Leab padoThbl: U3y4UTh TeHHBIE 00JIE3HH UX OCOOCHHOCTH U MIPUUMHBI UX BBI3bIBAIOIIIUE.
Xoa padoTsl
3ananue Nel [Ipoananu3upoBaTh reHHbIe 00J1€3HU ¢ TOMOIIbI) CPABHUTEIbHOM

T'ennas 600J1€3HL

DeHNJIKETOHYPUS

I'anakrozemus

Cunapom Mapdana

I'enernueckunii npUHIUIT B
3aBHCHMOCTH OT THUIIA
HacJICJOBaHUS

ITatoreneTnueckuit
MPUHITUT KJIacCU(DUKAITUN

YacroTa BCTpeuaeMoCTH B
MOMYJISIIINH

Tun HaciaemoBanus

MeTtoapl nTMarHoCTUKHA

XapakTepHbIC MPU3HAKH
3a00J1eBaHUs 11
0COOEHHOCTH
KIIMHUYECKHUX TPOSBICHHUM
FeHHBIX 0oJIe3HEH

IIporno3 B OTHOLLIEHHH
JKU3HU U 00JIE3HU

Bapuant 11

T'ennas 00J1€3HH

AJNBLOMHU3M

Boae3sus Buibcona-
KonoBaJioBa

Muoaucrpopus
Jomenna

I'eHeTnyeckuii NPUHIUIT B
3aBUCHUMOCTH OT THIIA
HacJIeJJOBaHUS

ITatoreneTnueckuit
MPUHIINI KIacCUPUKAIIUN

YacrtoTa BCTpCHACMOCTU B
MOomyJaanun

Tun HacimegoBaHUs

MeTtoapl TMarHoCTUKHA

XapakTepHbIe MPU3HAKH
3a00J1eBaHus 11
0COOEHHOCTHU
KJIMHHYECKHUX TTPOSIBIICHHIMA
TeHHBIX 00JIe3HEH

[Iporno3 B OTHOLIEHUH
SKU3HU U 00JIE€3HU




IMPMJIOXEHUE

HacJsiencrBeHHble 00J1€3HM U MX KJIaccupuKanus

Bce HacnencTBeHHbIE 00JI€3HU MIPUHATO Pa3AEATh HA TPH OOJIBIINE TPYIIIBI: MOHOTCHHBIE,
00J1€3HM C HACJIEICTBEHHBIM IIPEAPACIIONI0KEHUEM (MYIbTH(PAKTOPUAIBHBIE) 1 XPOMOCOMHBIE.
[TprunHOM pa3BUTHS MOHOT'€HHBIX 0O0JIE3HEN SABISAETCS MOPAKEHUE M'EHETUUECKOI0 MaTepuana
Ha ypoBHe MoJiekyiisl JIHK, B pe3ynbrarte yero noBpexaaeTcs TOJIbKO OJMH T'EH.
Crozta OTHOCSTCSI OOJBIIMHCTBO HACTIEICTBEHHBIX O0se3Hel oOMeHa ((PEeHMIKETOHYpHS,
rajjakTo3eMus, MyKOBUCLIM/03, aAPEHOI€HUTAJIbHBINA CUHPOM, INIMKOT€HO3bI,
MYKOIIOJIMCAaXapU103bl U Jp.) MOHOTEHHBIE OOJIE3HU HACIEAYIOTCS B COOTBETCTBUU C 3aKOHAMMU
MeHpens ¥ 10 TUIy HaclleI0BaHUsI MOT'YT ObITh pa3zeeHbl Ha ayTOCOMHO-IOMUHAHTHBIE,
ayTOCOMHO-PELIECCUBHBIE U CLEIIEHHBIE C X-XPOMOCOMO.
Bosne3nu ¢ HaciieCTBEHHBIM MPEAPACIIOIOKEHUEM (MYIbTH()AKTOPUANIbHBIE) SIBISIOTCS
MOJIUTEHHBIMHU, U JIJIsl UX MPOSBIICHUS TPeOyeTcs BIMSHUE ONPEIeIEHHBIX (DaKTOPOB BHELTHEN
cpeabl. OOIMMY IPU3HAKAMH MYJIbTU(PAKTOPHATIbHBIX 32001€BaHNI SBIISIOTCS:

e Bpricokas yactoTa cpeay HaceleHus;

e BrIpakeHHBIN KIMHHYECKUI TTOJTUMOPHU3M;

o  CXOICTBO KIMHUYECKHX MPOSBICHUNA y TpoOaHaa n OJKalInX poACTBEHHUKOB,

o Bospactable oTinums;

o IloyoBEIC OTIHYNS;

o Pasnuunas tepaneBTuueckas 3pPEeKTUBHOCTD;

e HecooTBercTBrE 3aKOHOMEPHOCTEN HACIIEJOBAHMSI IPOCTHIM MEHJIEIIEEBCKUM MOJEIISIM.
XpOoMOCOMHBIE 00JI€3HH MOTYT ObITh 00YCIIOBJIEHBI KOJIMYECTBEHHBIMH aHOMAIUSMU XPOMOCOM
(reHOMHBIE MYTAIHH), & TAK)KE CTPYKTYPHBIMU aHOMAIIUSIMH XPOMOCOM (XPOMOCOMHBIE

abepparnun).

HacnencrBennsie 00J1€3HN HENb3s OTOXIECTBISTH C BPOKICHHBIMH 3a00JIEBAaHUSIMH, C
KOTOPBIMH PEOEHOK POXKIAETCs U KOTOPbIE MOTYT HPOSIBIATHCS Cpa3y XKe MOCIe POXKACHUS WU B
OoJtee H03I[HI/H>'I nepruoa >XU3HU. BpO)KI[GHHaH MMaToJOrusa MOXCET BOBHUKHYTH B KDUTHYCCKHUC
nepuoJibl SMOpHOreHe3a Mo BO3/eicTBUEM BHELUIHECPEIOBBIX TEPATOICHHBIX (aKTOPOB
(pu3mueckux, XMMUYECKUX U JIp.) U HE IEPEAACTCS 110 HACIEICTBY.

Kunaccuukanus Hacie1CcTBEHHBIX 3200J1eBaHUIA.

XpomocoMHBIEe

MoHoreHHbIe

MyasTH(aKkTOpHAIbLHBIE
(moJIMreHHbIe)

A. Anomanuu xonuvecmea

- NOJIOBBIX XPOMOCOM.:
Cunnpom llepemieBckoro-
Tepuepa, Knaitngensrepa,
CUHIPOM TPUCOMHH X U JIp.;
- aymocom:

bonesns [layna, cuanpom
OnBapnca, [latay u ap.

b. Cmpykxmypnuie anomanuu
Xpomocom:

CHHIpOM «KOIIAYbEro KpUukKa» u

Ap.

A. Aymocomno-oomunanmuule:
Cunapom Mapdana,
aXOHJIpOILIa3usl, aHEMUS
Munkogsckoro-1lloddapa,
MOJUIAKTHIINS U AP.
b.Aymocomno-peyeccusnoie:
DEeHUIKETOHYpUS, TAIAKTO3EMUS,
[eJTUaKusi, MyKOBHUCIIHJIO3,
aJpEHOr€HUTAIbHBIM CUHIIPOM,
TJIMKOT€HO3BI,
MYKOIOJIUCAXAPUA03bI U JP.

B. X-cyennennvie peyeccuenvie:
remounusi, muomnarus J{roiieHa,
HUXTHO3 U JIP.

I'. X-cyennennvie

domuHaHmHwle. BUTaMuH J1-
PE3UCTEHTHBIN PaxXUT, KOPUUHEBAsS
OKpacka sMaju 3yO0OB H Jip.

A. IJHC: snunencus, u30ppeHus u
ap.

b. Cepoeuno-cocyoucmeuie:
pEeBMAaTU3M, aTePOCKIIEPO3 U JIP.

B. Kootcnvie: aTonnueckuit
JIepMaTHT, TICOpUa3 u JIp.

I'. Jvixamenvroii cucmemoi:
OpoHxuanbHas acTMa,
aJIEPTUYECKUI aJIbBEOJIUT U Jp.

J. Boroenumenvnoti cucmemol:
He(PUTHI, MOYEKaMeHHas 00JIe3Hb,
SHYpE3 | JIp.

E. lluwesapumenvhoii

cucmembl. I3BeHHAs1 00JIE3Hb,
UPPO3 TIeUeHH, HecTienuuuecKuit
SI3BEHHBIN KOJUT U Jp.




I'ennble 0oJie3HU
(MosekyasipHble, (pepMEHTONATHH, JH3UMONATHH)
910 pasnoposHas ( okoso 3000 Ho3zomorHYeckux Gopm) rpyiira 3ad00aeBaHi, 00YCIOBICHHBIX
MyTallisIMUA HA TEHHOM YPOBHE.
Knaccupukauus reHHbIX 00J1e3Hel
1. 'eHeTnyeckuii NPUHIUI B 32aBUCMMOCTH OT THUIA HACJIEI0BAHUS:
- ayTOCOMHBIE (JOMHUHAHTHBIE U PEIIECCUBHBIEC)
-X-clierieHHbIe (JIOMUHAHTHBIE U PELIECCUBHBIC)
-Y-cueruieHHble (ToJaHIpuiecKoe HaclleJOBaHHE)
-MHUTOXOHIpUATHHBIC
2. [IaToreHeTn4ecKknii MPUHIUIN KJIACCH(PUKALMH.
1. Hacnedcmeennvie 6onesnu oomena seujecms. K 31oii rpymme oTHOCATCS 00JIE3HH
00yCIIOBJICHHBIE HEJIOCTATOYHOCTHIO ()EPMEHTOB, YUaCTBYIOIUX B META0OJIN3ME BEIIECTB, a
TaK)Ke HEIOCTATOYHOCTHIO TPAHCIIOPTHBIX OEIIKOB, OEITKOB KaHAJIOB U PELETITOPOB, OEITKOB
MMMYHHOU cucteMbl. [Ipumepsl: HapyllleHue aMUHOKHCIOTHOTO oOMeHa ((heHUTIKETOHYpUS,
aTbOMHN3M); 0OMeHa JIMITUIOB (C(HUHTOJIUIIHI03b], HAPYIICHHSI OOMEHA JTUITHIOB TUTa3Mbl
KpPOBH); YIJIEBOJIOB (TaIaKTO3EMHUS U MYKOIIOJIMCaXapHu103bl); MUHEPAJIbHOTO OOMeHa (060J1e3Hb
Bunibcona-KoHoBajoBa); cCBEpTHIBAIOIICH CUCTEMBI KpoBH (remodumius A, remodunus B);
reMOTJIO0OMHONATHH (CePIIOBUIHO-KICTOYHAS aHEMHUS, TaJTaCCEMUsI).
2. Hacnedocmeenmnwie ghopmol myeoyxocmu. VI3onupoBanHble (MOHOCHHANITHYECKHE) (HOPMBI
TYTOYXOCTH HACJIEAYIOTCS M0 ayTOCOMHO-periecCUBHOMY (0k0J10 80%) Miin ayTOCOMHO-
JOMUHAHTHOMY THITY.
3. HacnencTBeHHbBIE OCTEOXOHIPOANUCIUIA3UU. [IPOSBISIOTCS B BUJIE PA3IMYHBIX CKEIETHBIX
aHomanui (nedopManus U ICTOHYEHHUE KOCTeH ), 3a7IepKKOil pocTa, KapJIMKOBOCTBIO.
4. HacnencrBeHnHsble 3a00sieBanus HepBHOU cuctemsl. [Ipumepsl: Mmuoauctpodus Jomenna (X-
CIETUICHHBIN pelleCCUBHBIN THI HACIEI0BAHUS) KIMHUYECKU TPOSBISETCS CHUKEHUEM
MBIIIEYHOTO TOHYCA, NCKPUBJIICHUEM ITO3BOHOYHHUKA, CJIA00CTHIO JIBIXaTEIIbHON MYCKYJIATyPHI;
paziuuHbie POpPMBI MO3KEUKOBBIX aTaKCUH.
5. Hacnencreennsle rinasueie 6ose3Hu. [IposBisrores B BUe SMOPHOHATIBHBIX HAPYIICHHHA
pa3BuUTHUsA r11aza (MUKpoTaTbMus WM aHOPTAITBEMUS ), TOPAKEHUEM POTOBUIIBI (TIOMYTHEHHE),
panyxHoi 000JI0UKH (aHUPHUINA), XPYCTAJIMKa (KaTapakTa), a TAKXKe 3pUTEIbHOIO HEPBa.

Oco0eHHOCTH KJIMHHUYECKUX NMPOsIBJIeHNI TreHHBIX 00J1e3Heil:

1. B maTonorndeckuii mpoiecc 0ObIYHO BOBIEKAIOTCS Pa3IMYHbIE OPTaHbl U CUCTEMBI OPTaHOB.
2. 3aboneBaHue MPOTEKAET JUIUTEILHOE BPEMS C IPOTPECCUPOBAHUEM.

3. [IpusHaku 3a0oneBaHUS MOTYT Ha4aTh MPOSBISATHCS B Pa3HbIe MEPUOBI OHTOTEHE3a: OT
AMOPUOHAIILHOTO JI0 MOXKUJIOTO.

4. OueHb 4aCTO UMEET MECTO YMCTBEHHAs! OTCTANOCTb.

5. BonpHbIe, Kak MPaBUIIO, HETPYAOCIIOCOOHBI, MPOAOIKUTETHFHOCTh UX KU3HU CHIKEHA.

I'ennblie 00J1e3HM - HTO OOJIbINAs TPyMIa 3a00JIEBAaHUN, BOZHUKAIOIIUX B PE3yJIbTaTe
nospexaecHus [JHK Ha ypoBHe rena.

Momnoeennvie gpopmobi cennvix 3a601e6aHuLl HACIETYIOTCS B COOTBETCTBUH € 3aKOHaMH I
Mengens. Ilo Tuny Hacie1oBaHUS OHU AEIATCSA HA ayTOCOMHO-IOMHUHAHTHBIE, aQyTOCOMHO-
PELECCUBHBIE U CLIEIUIEHHBIE ¢ X- WIH Y -XPOMOCOMaMHU.

BoNbIIMHCTBO FeHHBIX MAaTOJIOTHI 00YCIOBICHO MyTallUSIMU B CTPYKTYPHBIX I€HaXx,
OCYIIECTBIISIOLIUX CBOIO (DYHKIUIO Yepe3 CUHTE3 MOJUIENTHIOB - OEIKOB.

Jwoaa mymayus zena gedem K UsMeHeHUI0 CMPYKMYpPbl UIU KOuYecmea deka.

B pe3ynpTaTe MyTanuu reHa Ha MOJIEKYJIIPHOM YPOBHE BO3MOJKHBI CIIETYIOINE BAPUAHTHI:
1) cuHTE3 aHOMAJILHOTO OCJIKa;

2) BbIpabOTKa U30BITOYHOTO KOJTMYECTBA TEHHOTO IPOAYKTA;



3) oTcyTcTBHE BBIPAOOTKH MEPBUYHOTO MPOIYKTA;
4) BbIpaOOTKA YMEHBIIEHHOT'O KOJIMYECTBA HOPMAJILHOTO IIEPBUYHOTO MPOYKTA.
He 3akanunBasich Ha MOJIEKYJISIPHOM YPOBHE B IEPBUYHBIX 3BEHBSX, IATOT'CHE3 TEHHBIX
0ose3Hel MpoAoIKaeTCs Ha KJIIETOUHOM ypoBHE. [Ipu pa3nuuHbix 601€3HIX TOUKON
NPUIIOKEHUS JEUCTBUS MyTaHTHOTO T€HA MOTYT OBITh, KaK OT/AEIbHbIE CTPYKTYPHI KIETKU
(JIu30cOMBI, MEMOpPaHbI, MUTOXOHPUH, IIEPOKCUCOMBI), TAK U OPraHbl YEJIOBEKA.
Knunuueckue nposignenus cennvix bonesneil, majicecms u CKOpOCMs UX pa3zeumusi 3a6Ucsim om
ocobenHocmetl 2cenomuna opeanuzma (TeHbI-MOAU(PUKATOPHI, 1032 TEHOB, BpEMSI I€HCTBUS
MYTaHTHOTO I'€Ha, TOMO- M T€T€PO3UTOTHOCTH U JP.), BO3pacTa OOIBHOTO0, YCIOBUN BHEIIHEH
cpensl (MUTaHKe, OXJIaXKIEHUE, CTPECCHI, IEPEYTOMIICHUE) U APYTUX (HaKTOPOB.
Oco0eHHOCThIO TeHHBIX (KaK M BOOOIIIE BCEX HACIIEICTBEHHBIX ) O0JIC3HEH SIBIISIETCS X
TFeTepOreHHOCTh. JTO 03HAYaEeT, YTO OJJHO U TO e (PEHOTUMUYECKOE POsBICHIE 00JIE3HU
MOXET OBITh 00YCIIOBIIEHO MYTAIIUSIMK B Pa3HBIX T'€HAX WM Pa3HBIMU MYTALUSMHU BHYTPH
OJIHOTO TreHa. BriepBble reTeporeHHOCTh HacleACTBeHHbIX Ooie3Hel Oblia BoisiBieHa C.H.
JlaBuaeHkoBbIM B 1934 1.
K rennsiM 6051€3H5M y 4eI0OBEKa OTHOCSITCSI MHOTOYHCIIEHHBIE 00JIe3HN 0O0MeHa BetiecTB. OHI
MOTYT OBITH CBSI3aHBI C HAPYIICHHEM O0OMEHa YTIIEBOJIOB, JIUITHOB, CTEPOUIOB, ITyPUHOB U
MUPUMUIMHOB, OMMpyOuHa, MeTasuioB U 1p. [loka emie HeT ennHoO Kinaccudukanuu
HACJIEICTBEHHBIX O0JIe3HEN 0OMEHA BELIECTB.
Hayunoii rpynnoii BO3 npenJjioxkena cieaywias Kiaaccupuranus:
1) 601€3HM aMUHOKHUCIOTHOTO 0OMeHa ((heHUIIKETOHYpHUS, AIKANTOHYpUS U Jp.);
2) HacJeICTBEHHbIC HAPYIICHHUS OOMEHa yriIeBOOB (rajlaro3eMusl, IIMKOTreHOBast 00JIe3Hb U
p.);
3) 6ome3HH, CBsI3aHHBIE C HApPYILIEHUEM JIUIIUIHOTO 0OMeHa (O6one3ns Humanna-I1uka, 6one3Hpb
["omte u ap.);
4) HacienCTBEHHBIE HAPYIICHHUS] OOMEHa CTEPOUIOB;
5) HacneACcTBEHHbIE O0JIE3HU IIYPUHOBOTO U MUPUMHUIUHOBOTO OOMEHa (Ioj1arpa, CHHJIpOM
Jlema-Haiisna u ap.);
6) 6ose3HN HapyleHUs: oOOMeHa coeIMHUTEIbHON TKaHu (0osie3Hb MapdaHna,
MYKOIIOJIMCAaXapu bl U Ap.);
7) HacleACTBEHHbIE HAPYILIEHUS r'eMa- U noppuprHa (reMorao0uHONaTHy U JIp.);
8) GoJe3HM, CBA3aHHBIE C HApPYIIEHUEM 0OMEeHa B SpUTPOLUTAX (FeMOJIMTHUECKUE AaHEMUH U
ap.);
9) HacieaCTBEHHbIE HapyILIeHUs] 0OMeHa OMIUpyOUHa;
10) nacnencTBeHHbie Oosie3HU 0OMeHa MeTaioB (0ose3ub KonoBanoBa-Bunbcona u ap.);
11) HacneacTBEHHBIE CUHPOMBI HAPYIIEHUS BCACHIBAHUS B ITUIIIEBAPUTEIIBHOM TPAKTE
(MyKOBUCIU03, HEIEPEHOCUMOCTD JIAKTO3BI U JIp.).
PaccMoTpuM Hanbosee 4acTo BCTpeYaroliecs U TeHeTUYeCKH Haubosee U3y4eHHbIE B
HACTOsIIEe BpeMsl TeHHbIE O0JIE3HH.

I'enHble 00JIe3HM AMHHOKHMCJIOTHOTO 00MeHa
®ennaxeronypus (PKY) snepsoie Obuta onucana A. @enuarom B 1934 r. V 601bHBIX
HapyILIEHO MpeBpalleHne aMMHOKHUCIIOTH (peHMIaJaHUHA B THPO3HH U3-3a PE3KOI0 CHUKEHHUS
aKTUBHOCTH (pepMeHTa QeHnTaTaHMHTHIPOKCIITasbl. B pesysbrare copepikanue GpeHnmamannHa
B KPOBHU M MOU€ OOJIbHBIX 3HAUUTENBHO Bo3pacTaeT. Jlanee ¢peHnnanaHuH mpeBpaaercs B
(EHUIPOBHHOTPATHYIO KHCIIOTY, KOTOPAst SIBJISIETCS HEHPOTPOITHBIM SIIOM U HapyIIaeT
(dbopMHpOBaHHE MUETMHOBOW 000JIOYKH BOKPYT aKCOHOB LIEHTPAIbHOM HEPBHOM CUCTEMBI.
bonesns HacneayeTcs MO0 ayTOCOMHO-IOMUHAHTHOMY THUITY.
N3BecTHO HECKOIBKO (hOpM (PEHUIKETOHYPHUH, KOTOPBIE PA3TUYAIOTCS 110 TSXKECTU MPOTEKAHUS
00JIe3HU. DTO CBI3aHO C HAIMYUEM 4-X aJUlesiel reHa U UX KOMOMHAIIUSIMU.
Pebenok ¢ pennnkeTonypueit poskaaercs 310pOBbIM, HO B IIEPBBIE )K€ HENIEIH B CBSI3HU C
MOCTYTUICHWEM (peHMITaJIlaHIHA B OPTaHU3M C MOJIOKOM MaTepH Pa3BUBACTCS TIOBHIICHHAS
BO30YIMMOCTb, CY/IOPOKHBIM CHHIPOM, CKIIOHHOCTB K IepMaTUTaM, Mo4a U TOT OOJIHBIX



UMEIOT XapaKTEPHbIN «MBIIINHBIN 3an1aX, HO M1aBHbIMU cumnToMamu OKYV ssisrorcs
CYJIOPO>KHBIE IPUTIAJAKU U OJIUTOPPEHUSL.
BonbmmHCcTBO OONMBHBIX - OJOHAMHBI CO CBETJION KOXKEW U royObIMU I1a3aMH, YTO
oTnpezeNnsieTcss HeIOCTaTOYHBIM CUHTE30M IMUTMEHTa MelaHuHa. J[narao3 3abos1eBaHus
YCTaHABJIMBAETCSl HA OCHOBAHMM KJIIMHUYECKUX JaHHBIX U PE3YJIbTATOB OMOXUMHUYECKOIO
aHajn3a MOYM (Ha (PeHMIIMMUPOBUHOTPATHYIO KHCIIOTY) U KpoBH (Ha ¢enunananuH). C 3Tol
IEJIbI0 HECKOJIBKO Karlellb KPOBU Ha (pUIBTPOBAIBHOM OyMare moJBepraroT XxpomMarorpapuu u
OTIpeeIsAIoT coepkanue ¢penmnananuna. MHorna ucnomns3ytoT npoOy desunnra - B 2,5 M
cBexkel Moun pebenka nobdapisitor 10 kamens 5% pacTBopa TPEXXJIOPUCTOrO Kele3a U YKCYCHOM
kucnoThl. [losiBIeHNEe crHe-3e1eHOro OKpalIuBaHus yKa3blBaeT Ha HAIMYKME 3a00IeBaHMUsL.
Merton neueHust peHUIKETOHYPUHU B HACTOSIIEEe BpeMst XopouIo pazpadoran. OH COCTOUT B
Ha3HAYCHUH OOJIbBHOMY AUETHI (OBOIIH, (PPYKTHI, BAPEHBE, MET) U CIEIUATIBLHO 00paboTaHHBIX
TUIPOJIN3AaTOB OEITKOB C HU3KUM coJiepkanreM GeHmnanannHa (nodenak, KeToOHUI, MUHA(EH 1
np). B Hacrosiee BpeMsi pa3paboTaHbl METOABI IOPOJOBOM AMATHOCTUKU. PaHHss quarHocTuka
U IPO(PUITAKTHYECKOE JICUCHUE TPEAYIPEKIAIOT Pa3BUTHE OOJIC3HH.
AnbOuHN3M (IJ1230-K0KHBII) orrcad B 1959 1. bone3ns 00ycioBieHa oTCyTcTBHEM GepMeHTa
TUPO3UHA3bL. J{J1s1 Hee XapakTepHa 00eCIIBEYEHHOCTh KOXKH, BOJIOC, IJ1a3, HE3aBUCHMO OT Pachl U
Bo3pacTta. Koxka 60IbHBIX PO30BO-KpacHas, COBEPIICHHO He 3aropaet. Mimeer
IPEIPACTION0KEHHOCTD K 3JI0Ka4eCTBEHHBIM HOBOOOpa3oBaHMUIM. Bonockr Gernbie mim
JKenToBaThie. Pagyxka cepo-ronyboro 1iseta, Ho MOXET ObITh U PO30BaTask U3-3a OTPAKECHUS
CBETa OT TJIa3HOTO JHA. BOIBFHBIM CBOWCTBEHHA CHIIbHAS CBETOOOSI3HB, X 3pPEHHE CHIDKEHO U HEe
YIY4YIIAeTCsl C BO3PACTOM.

I'ennble 3a00J1eBaHMs, CBSI3aHHBbIE C HApYLIEHHMEM 00MeHa YIJIeBO10B
H3BecTHO, YTO YrieBOIbI BXOAAT B COCTAB psijja OMOIIOTUYECKU-aKTUBHBIX BEIIECTB -- TOPMOHOB,
(epMEHTOB, MYKOTIOJINCAXaPH/IOB, BBIMOIHSIONINX YHEPTETHUECKYIO U CTPYKTYPHYIO (DYHKITHH.
B pe3ynbraTe HapyiieHus yrieBoJHOro 0OMEeHa pa3BUBAETCS TTTUKOT€HOBasi O0JIE3Hb,
raJlakTO3eMHUs U Jp.
I'imkoreHoBasi 60J1e3Hb CBSI3aHA C HAPYILIEHUEM CHUHTE3a U Pa3JI0KEHUs TIIMKOreHa -
YKUBOTHOI'O Kpaxmaja. [inkoreH o0pasyeTcst U3 IIII0K03bl IIPY T'OJI0JaHUH; B HOPME OH CHOBa
IpeBpallaeTcs B INIIOKO3Y U yCBauBaeTcst opraHu3MoM. [Ipu HapyIlieHnu 3TUX IPOIECCOB Y
YyeJI0BEKa Pa3BUBAIOTCS TSKEINbIE 3a001€BaHMs - pa3IMUHbIE TUIIBI [NIMKOTeH030B. K HuM
oTHocATcs 6osie3Hb I'upke, 6omne3ns [Tomme u ap.
I'imuxoreno3 (I Tum -- 6o0J1e3ub I'upke). Y O0NBHBIX B IEYEHH, MOYKAX U CIU3UCTOMN
KHIIIEYHHKA HAKaIIMBaeTCsl OOJIbIIOE KOMTNYECTBO TIUKOTreHa. [IpeBpaliieHue ero B rioKo3y He
MIPOUCXOANT, T.K. OTCYTCTBYET (hepMEHT TIII0K00-6-(hocdaraza, peryaupyronmii ypoBeHb
TUIIOKO3bI B KpOBU. B pe3ynbrare y 60J5HOTO pa3BUBAETCS TUIOTIMKEMHUS, B IEYSHH, TOYKaX U
CIIM3UCTOMN KUIIEYHMKA HaKaIJMBaeTcs riIuKoreH. bonesns ['Mpke Haciexyercs 1o ayToCOMHO-
PELIECCUBHOMY THITY.
Cpa3y nocie poXkaeHHsl IIIaBHBIMU CUMIITOMaMU O0JIE3HU SIBJISIFOTCS TTTMKOTEMUYECKHE
cynoporu u renatomeranus (yBenudeHue nederu). C 1-ro roia »Ku3HU OTMEYAETCs 3aep>KKa
pocta. XapakrepeH BUA 00JbHOT0: O0blIas TOJNI0BA, «KYKOJIbHOE JINII0», KOPOTKas 1Ies,
BBICTYNAIOIINH )KUBOT. Kpome TOro, 0TME4aroTCs HOCOBBIE KPOBOTEUEHUS, 3aJEPIKKa
(U3UYECKOT0 U MOJIOBOTO PAa3BUTHSI, MbIILIEYHASI THIOTOHUS. IHTEIEKT PU 3TOM HOPMAaJIbHBIM.
B kpoBM NoOBBIIIAETCS YPOBEHb MOYEBOM KUCIOTHI, TAK YTO C BO3PACTOM MOKET Pa3BUTHCSA
nojarpa.
B xayecTBe nieueHHs HCIONB3YeTCA TUETOTEPANHUS: YACTBINA TPUEM UIIH, TOBBIIIIEHHOE
coJiep’KaHue yIJIeBOJOB U OTPaHUYEHHUE )KUPOB B TUETE.
I'nukoreno3 (II Tum -- 60se3ub [lommne) npoTekaet B Oonee Tspkenoit Gpopme. [mukoren
HAKaIlJIMBAeTCsl KaK B IEUYEHHU, TaK U B CKEJIETHBIX MBIIIIaX, MUOKap/e, JETKUX, CeJIe3eHKeE,
HaJIIOYE€YHUKaX, CTEHKAaX COCYJ0B, B HEHPOHAX.
Y HOBOPOXKIEHHBIX CITYCTs 1-2 MecsIa MosIBISETCs MbIIIeuHas c1adocTth, nedpunur 1,4-
[JIFOKO3W1a3bl B IEUEHU U B MbIIIAX. B 3TOT %e nepro/; BOZHUKAIOT KapIuOMeTaus



(yBenmuueHue cep/ilia) U Makporyioccus (maTojIorMueckoe yBeaudeHue s3bika). Hepenko y
OOJILHBIX pa3BUBAETCs TsKenast popma MHEBMOHUY M3-32 HAKOIUICHUS CEKPETa B JIbIXaTeNIbHbIX
nyTsx. Jletu morubaroT Ha IEpBOM IOy KU3HHU.

bonesns HacneayeTcs Mo ayTOCOMHO-PELECCUBHOMY THITY. | '€H JIoKaan30BaH Ha JUIMHHOM ILIe4e
17-# xpoMocoMsl. [lnarnoctrka 3a00aeBaHus BO3MOXKHA €1Ie 10 poxkeHus pedenka. C atoi
LEJIbIO OIPENIENAIOT aKTUBHOCTD (hepmeHTa 1,4-ToKo311a36l B aMHUOTUYECKOM KUAKOCTHU U €€
KJIETKaXx.

W3BecTHbI 1 npyrue Tumbl riaukoreHo30B (I11-VII), koTopbie B 0011eM MOBTOPSIOT KIIMHUYECKYIO
KapTHUHY NepBOTo TUMa. /i UX AMarHOCTUKH HEOOXOAUMBI CIIeIHaTbHbIe OMOXHUMUYECKHE
HCCJICIOBAHMUS.

I'anakro3zemus. [Ipu 5TOM 3a0601€BaHUM IPOUCXOAUT HAKOIUIEHUE B KPOBH OOJIBLHOTO
raJIakTO3bl, YTO MPUBOJUT K OPAKEHUIO MHOTHX OPT'aHOB: NIEYEHU, HEPBHON CHCTEMBI, IJ1a3 U
ap. CUMIITOMBI OOJIE3HU MOSABIISAIOTCS Y HOBOPOXKJIEHHBIX IIOCIIE MPUEMA MOJIOKA, TIOCKOJIBKY
rajlakTo3a - COCTaBHas 4acTh MOJIOUYHOTO caxapa JakTo3sl. [Ipu ruaponuse nakTo3sl oOpasyercs
IJII0K032a U ranakro3a. [locnennss HeoOxoauma Ui MUSTMHU3AIMHA HEPBHBIX BOJIOKOH. [Tpn
M30BITKE raJIakTO3bl B OPraHU3MeE OHA B HOPME MPEBPAILAETCs B IIIIOKO3Y C MOMOIIBI0 (hepmeHTa
ranakrtosa- 1-pocdar-ypununrpanchepassl. [Ipu moHMmKeHHH aKTHBHOCTH 3TOTO (pepMEHTa
MIPOUCXOUT HAKOIUICHHE TallakTo3a- 1-ocdaTta, TOKCHYHOTO /Ui MEYSHH, MO3Ta, XpyCTaInuKa
riasa.

bonesHs nposBiseTcs ¢ NepBbIX THEH )KU3HH PACCTPOMCTBAMHU MUIIEBAPEHUS, UHTOKCUKAITHEH
(moHOC, pBOTa, 00€3BOXKHMBaHKE). Y OOJIBHBIX YBEIMUUBACTCS MI€YCHD, PA3BUBACTCS MEYCHOYHAS
HEJOCTAaTOYHOCTH U kenTyxa. OOHapyXuBaeTcs Karapakra (IOMyTHEHUE XpyCTalrKa rias3a),
YMCTBEHHAsI OTCTAIOCTh. Y MOTUOIINX B IEPBbINA IO KU3HU JIETeH PU BCKPHITHH
00HapyXUBAIOT IIUPPO3 MEUCHHU.

Haubosee TouHbIe METOABI TMATHOCTUKY TaTaKTO3EMHUH - OTIPEIEIEHUEe aKTUBHOCTH (hpepMEHTa
ranaktosa- 1 -pocdar-ypununtpanchepasbl B SpUTPOLUTAX, & TAKKE TATaKTO3bl B KPOBH U MOYE,
I7le YpOBHU €€ yBenuueHbl. [Ipy HCKIIIOUeHUH U3 MUK MOJIOKA (MCTOYHUKA IajlakTo3bl) U
paHHEeM Ha3HAYEHUU JUEThl OOJbHBIEC JETH MOTYT HOPMAJIbHO Pa3BUBATHCS.

Tun Hacnen0BaHUs TaJITaKTO3EMUU -- AyTOCOMHO-PELECCUBHBIN. ['€H JI0KaIn30BaH 11a KOPOTKOM
meye 9-ii XpoMOCOMBI.

I'ennblie 3a00/1eBaHMs, CBSI3AHHbIE C HAPpYLLIEHHEM JIMITMIHOTO 00MeHa
B uncno nunumoB BXOAAT X0JIECTEPOI (XOIECTEPUH ), TPUTIHIIEPHIBL, F3PHUPBI X0IecTepoa,
dbochomunuabl, COUHTOIUTIUIBI U JIP.
HacnencrBennsle 00s1e3HM 0OMEHa JIMMUI0B (JIUMKU03bI) MOIPA3AEISIOTCS Ha 1BA OCHOBHBIX
Tuna: 1) BHyTpUKIETOUYHbIE, IPU KOTOPBIX MPOUCXOAUT HAKOIJIEHUE JINMTUIOB B KJIETKAaX
pa3IMYHbIX TKaHEeH U 2) 00JIe3HU ¢ HapyLIEHUEM MeTaboIM3Ma JUIOIPOTENI0B, COAECPIKAIINXCS
B KPOBH.
K unciy Hanbosee n3yueHHBIX HACJIEICTBEHHBIX 3a00J€BaHU JIUIUIHOIO OOMEHA IEPBOro
TUMa OTHOCSTCS 607e3Hb ['omre, 6one3ns Humanna-Iuka u amaBpotuyeckas uanotus (00JIe3Hb
Tes-Caxca).
boae3nb Humanna - Ilnka o0ycioBiieHa CH)KEHHEM aKTUBHOCTH (hepMeHTa
cuHromMuennHasbl. B pe3ynbraTe NpoucxoauT HaKOIMJIeHHE CPUHTOMUENNHA B KJIETKaX MEYeHH,
CeJIe3eHKe, MO3Tre, peTHUKYJI0-3HI0TeTHAIbHOM crcTeMe. BenencTBue gereHepannn HEpBHbBIX
KJIETOK HAapyLIAeTCsl AeATENbHOCTh HEPBHOM CUCTEMBI.
Brienstor Heckosbko hopm 3a0051eBaHus, Pa3INYAOIINXCS KIMHUYECKH (BpeMsl Havaua,
TEUYEHHUE U TSHKECTh HEBPOJIOTMUYECKHUX MposiBiieH). O1HaKo UMEroTCs U ob1mue Uit Beex hopm
CUMITOMBI.
Bosne3np varie nmposBisieTcss B paHHEM Bo3pacTe. Y pebeHKa yBeTHMUMBAIOTCS TUM(paTHIecKue
y3J1bl, pa3Mephl )KUBOTA, IEUEHU U CEJIE3EHKU; OTMEYAIOTCSI pBOTA, OTKA3 OT MHUIIH, MbIIIEYHAas
c11ab0CTh, CHIDKEHUE ciyxa u 3peHue. Y 20-30% nereit Ha ceTyaTke ryaza oOHapy>KUBaeTCs



ISITHO BUILTHEBOT'O LIBETA (CUMIITOM «BMILHEBOM KOCTOUKM»). [lopaskeHne HEPBHOM CHCTEMBI
BEJIET K OTCTAaBaHUIO HEPBHO-TICUXWYECKOIO Pa3BUTH, TIIyXOTE, clienoTe. Pe3ko cHMxkaercs
YCTOMYUBOCTH K MHPEKIIMOHHBIM 3a0051eBaHusM. J[eTH morubaroT B paHHEM BO3pacTe.
HacnenoBanue 0osie3HH - ayTOCOMHO-peliecCUBHOE. [ eH cuHroMuenHasbl KapTUPOBaH Ha
xpomocome 11.

Juarnoctuka 6one3nn Humanna-I1uka ocHoOBaHa Ha BBISIBICHUH B IJIa3M€ KPOBU U
CIIUHHOMO3TOBOM KHJIKOCTH TMOBHIIIICHHOTO COJiepKaHus chuHroMmuennna. B nepudepudeckoit
KPOBH BBIABIISAIOTCS OOJIBIINE 36pHUCTBIC IEHUCTHIE KiIeTkH [Iuka. Jleduenne cumnromaTiuieckoe.
AMaBpotuueckasi uauotTus (6osae3nb Tesa-Cakca) Takxke OTHOCUTCS K 3a00JI€BaHUSAM,
CBSI3aHHBIM C HapylIEHUEM JTUIUAHOTO oOMeHa. /{115 Hee XxapaKTepHO OTJIOKEHHE B KIIETKaX
MO3ra, IEYEeHHU, CEJIE3EHKU U IPYTUX OpraHax JMnuaa ranrauosuaa. [lpuunna - cHukeHue
AaKTUBHOCTH (pepMeHTa rekco3aMuHua3bl A B opranusMe. B pesynbrare mpoucxoaut
pa3pylIeHHE aKCOHOB HEPBHBIX KIIETOK.

bonesns nposBiseTcs B nepBble MECSALbI )KU3HU. PEOCHOK CTaHOBUTCS BSUIBIM,
MaJIOTIOABMKHBIM, 0€3pa3InYHBIM K OKPYKAIOLIUM. 3aJepKKa IICUXHUYECKOTO PA3BUTHUS
MPUBOAUT K CHUKEHUIO MHTEJUIEKTA A0 CTENEHU UANOTUH. OTMeYaeTcss MbIIIEYHAsl TUIIOTOHMS,
CyJIOpPOTH, XapaKTePHBIN CUMIITOM "BHUIITHEBOW KOCTOUKH" Ha ceTdaTke ria3a. K KoHily mepBoro
rojia >kU3HH HacTymaer ciuenoTa. [IpudnHa -- atpodus 3putenbHbIX HepBOB. [To3aHEEe
pa3BuBaeTcs nojaHas o0e3aBuKEHHOCTh. CMEpTh HacTymaer B 3-4 roja.

Tun HacnenoBanusi 60JIE3HU -- AyTOCOMHO-PEIIECCUBHBIN. | '€H JIOKaIn30BaH HA JUIMHHOM ILJIe4e
15-11 XpoMOCOMBI.

JUIA ¢ KPYIHBIMU T'yOaMHU U SI3bIKOM, ITyTIOYHBIE U TTaXOBbI€ IPBDKU, TOPOKHU Cep/lia,
HapyIIeHUE ICUXUYECKOr0 Pa3BUTHSI C OTCTABAHUEM OT HOPMBI.

Tun HacnenoBaHus 60JE3HU -- AyTOCOMHO-PEIIECCUBHBIN. | '€H KapTHpOBaH Ha KOPOTKOM ILIeYE
4-K XpOMOCOMBI.

Bcero BbIIENSAIOT 8 OCHOBHBIX TUIIOB MYKOMOJMCAXapH/1030B B 3aBUCUMOCTH OT CHHXKEHHS
AKTUBHOCTH pa3HBIX (PepPMEHTOB U 0COOEHHOCTEH KIMHUYECKUX MPU3HAKOB. [|is onpenenenus
TUMA 3200JI€BaHUS UCCIEAYIOTCS OMOXMMHYECKHUE MTOKA3aTeH KUCIBIX TTUKO3aMUHOTTIIOKAHOB B
KpOBHU U MO4Y€ OOJIbHBIX.

Jledenue: nuerotepanus, GU3NONPOIEAYpHI (AMEKTpodope3, MArHUTOTEPAITUs, MaCcCax,
nedeOHast U3KYIbTypa U Jp.), TOPMOHAIIBHBIE U CEPJIEYHO-COCYAUCThIE CPE/ICTBA.

I'enHble 00JIe3HH MYPUHOBOT0 0OMEHA
[Tonarpa (rped. podagra, OykBaJIbHO — KamKaH JJisl HOT, OT pus, pOAUTENbHBIN Maaex podds —
HOTAa U 4gra — JIOBJIS, 0X0Ta) - TETEPOTCHHOE 10 IPOUCXOXKICHUIO 3a00JIEBaHKE, KOTOPOE
XapaKTepu3yeTcs OTIOKEHHEM B Pa3IMUHBIX TKAHSAX OpraHu3Ma KPUCTAJIOB ypaToB B opme
MOHOYpaTa HaTPHUs WJIKX MOUYEBOM KUCIIOTHL. B OCHOBE BO3ZHUKHOBEHUS JICKUT HAKOTIIICHUE
MOYEBOI KUCIIOTHI U YMEHbIIIEHUE €€ BbIICTICHUS TOYKaMH, UTO MMPUBOAUT K TMOBBIIICHUIO
KOHIIEHTPAIIUH TIOCTIeIHEH B KpOBH (THIepypukeMus). KimHIUeckn moaarpa mposBIseTcs
PEUIUBUPYIOIIUM OCTPBIM apTPUTOM U 00pa30BaHUEM MOAATPUUECKUX Y3IIOB - TodycoB. Yare
3200JIeBaHHE BCTPEUALTCS Y MY)KIHMH, OJTHAKO B MOCIICAHEE BPEMS BO3pPACTAET
pacmpocTpaHEHHOCTh 3a00JIEBaHUS CPEIH JKEHIIMH, C BO3PACTOM PacpOCTPaHEHHOCTH MOAATPHI
yBesmmuuBaeTcs. J{Jst IeUeHHsI HCITOJIb3YIOTCS TIPermapaThl BO3ICHCTBYIONUE HA
MaTOTeHETHYECKUN MEXaHU3M 3a00JIeBaHMsI, a TAKXKe MPenapaThl sl CHMIITOMATHYECKOTO
JICUCHUS.

I'eHHble HApYLIeHHs] OMOCHHTE3a THPEOUTHBIX TOPMOHOB.
I'mnoTupeo3. Oto 3a6o1eBanne 00yCIOBICHO TOHKEHUEM (QYHKIIUH ITUTOBUIHOM JKEJIE3bI.
OHO MOKEeT pa3BUBATHCS BCIIEICTBUE TOPAKESHUSI ITUTOBHUIHOM JKEIE3bl — MEPBUIHBIN
TUTIOTEPHO3, TOPAKEHHS TUIIOTATIaMO-TUTTO(MU3apHON 00JIaCTH, PETYIUPYIOIIEH THPEOUTHYIO
(GYHKIHIO, - BTOPUYHBINA THIIOTEPHUO3. | UTIOTEpH03 MOXKET OBITh KaK BPOXKACHHBIH, Tak U
PUOOPETEHHBIN.



[TepBUYHBII BpPOKACHHBINA THIIOTUPEO3 BO3HUKAET IIPU OTCYTCTBUH WIIM HEOPA3BUTUHI
IIUTOBUIHOM 7KEJIe3bl B PE3yJIbTaTe BHYTPUYTPOOHOTO MOPOKA PA3BUTHUS UM U3-32
TeHETUYECKOT0 Je(eKTa B CHHTE3€ TUPEOUTHBIX TOPMOHOB.
BposxaeHHbIi THIIOTUPEO3 TOCIIE POKIACHUS MPOABIISAETCA: 3aTSHKHOM JKEITYXO0M
HOBOPOXXKJICHHBIX, 3aII0PAMH, IJIOXHUM COCaHUEM, CHIDKEHHEM JBUTaTeIbHON aKTUBHOCTHU. B
JaJIbHEHMIIEeM TPOUCXOANUT 3HAUUTEIIbHAs 3a/lepKKa pOoCTa, HapyIIeHUE pa3BUTHE peuH,
TYrOYyXOCTb, 33J€pHKKa ICUXUUECKOTO Pa3BUTHSI (KPETUHU3M).
[TposiBneHus rUNOTUPE03a MHOTOJIMKH, OT/IEIBHO B35Thl€ CUMIITOMBI HeCIELU(PUUHBIL:
- 0)KMpPEHHUE, CHUKEHUE TEMIIEPATYPHI TeJa, 3510KOCTh - IOCTOSIHHOE YYBCTBO X0JIOAA U3-3a
3aMe/IJIeHUs: OOMeHa BEIIECTB, JKEITYIIHOCTh KOKH, TUIIEPX0JIECTEPUHEMUS, pAHHUN
aTEPOCKJIEPO3; - MUKCEIEMAaTO3HBIM OTEK: OTEKH BOKPYT TIJla3, OTIIEYaTKu 3y0OB Ha A3BIKE,
3aTpyIHEHHE HOCOBOIO JABIXaHUS U CHI)KEHHUE CiIyXa (OTEK CIM3UCTBIX HOCA U CIIyXOBOU TPYyOBI),
XPHUILIOCTh I'0JI0CA; - COHJIMBOCTD, 3aMEJIEHHOCTh IICUXUYECKUX MTPOLIECCOB (MBIILIJIEHUS, PEYH,
SMOLMOHAJIBHBIX PEaKLUil), CHUIKCHUE aMsITH, TOJINHEHPONaTus; - OJbIIIKA, OCOOEHHO MU
X0/10€, pE3KUX IBUKECHUSX, O0JIb B 00JIACTH cep/ilia U 3a TPYAMHOIN, MUKCEIEMAaTO3HOE CepIIe
(YypexeHue cepieuHbIX COKpAIleHUH, yBeJIMUEHUE pa3MepPOB cepLia), CepAcUHast
HEJ0CTAaTOYHOCTh, TUIIOTOHUS; - CKIIOHHOCTD K 3aropam, TOIHOTa, METEOPU3M, YBEITUUEHUE
pa3MepoB MEYEHH, TUCKUHE3US JKEITUHbIX yTeH, &KeTuHO-KaMeHHas 00JIe3Hb; - aHEMMUS; -
CYXOCTb, JOMKOCTb U BBIIAICHUE BOJOC, HOTTH JIOMKHE C TIONIEPEYHBIMU U TIPOJOTBHBIMH
060po3KaMy; - HapyLUIEeHUs MEHCTPYAJIbHOTO LIUKJIA Y JKEHILUH.

I'ennble 60J1e3HN HApYIIEHUs 00MeHA coeJMHUTEIbHON Tkanu (0oJ1e3H Mapdana,

MYKONOJHUCAXAPUAO03bI U AP.)

Cunapom Mapdana ciry)XuT NpIMEPOM ayTOCOMHO-IOMHUHAHTHOTO 3a00JIeBaHUSL, IS
KOTOPOI'O XapaKTePHbI BHICOKAsl IEHETPAHTHOCTh U Pa3InYHAasl SKCIPECCUBHOCTb. YacToTa ero
cocraisieT 1:10 000. Curnpom Mapdana, BriepBbie onricanHbIi B 1886 1., mpeacraBisieT coooin
reHepaIM30BaHHOE MTOPAKEHUE COeIMHUTEIbHON TKaHU. B HacTosIee BpeMs U3BECTHO, UTO B
OCHOBE 0OJIC3HU JIGKUT MyTalHsl B reHe GuOpuiLInHa — Oelka, BXOISIIECTO B COCTAB
COEIMHUTEJILHOM TKaHU U 00ECIIeYMBAIOILET0 €€ YIPYrocTb. I'eH okann3oBad Ha 15-i
xpomocoMe B yyacTtkax 15q21.1. B knuHu4ecKkoi KapTHHE BbLAEISAETCS OPaKEHUE TPEX CUCTEM
OpraHu3Ma: OIOPHO-/IBUraTeIbHOM, CepICUHO-COCYIUCTON 1 OpraHoB 3peHus. Bee 60bHbIe
MMEIOT XapaKTEePHBI BHEIIHUHN BU/: BBICOKUH POCT, aCTEHUYECKOE TEIIOCIOKEHUE.
HapyieHust onopHo-1BUTaTeIbHOM CUCTEMBI BKIIIOYAIOT HEMPOIOPLUOHAIBHO JITTMHHBIE
nanblibl (apaXHOAAKTHIINS, WIN «(1ay4dbHW» HaJlblibl), JoauxouedanbHbIi yepen, 1edhopMaIuio
IpyJIHON KJIETKH (BOPOHKOOOpAa3Hasl MIIM KUJIEBHUIHAS), ICKPUBJICHUE TT03BOHOYHUKA (CKOJIHMO3,
K1 (]03), TUIIEPIIOBUAKHOCTh CYCTaBOB, MiIockocTonue. Co CTOpOHBI CEpACYHO-COCYIUCTOM
cucTeMbl HanOoJiee XapaKTEePHBI MPOJIANC MUTPAJILHOTO KJIalaHa, paclIipeHue aopThl B
BOCXO/SILIEM WIH OPIOIIHOM OT/EJIE C pa3BUTHEM aHEBpU3MBL. [laTonorus opraHoB 3peHus B
BUJI€ MHOITUHU BBICOKOM CTENEHM CBSA3aHA C MOJIBBIBUXOM (MJIM CMEIIEHUEM) XpyCTalHKa,
rerepoxpoHus (pa3Hbli 1BET) panyxku. Hepeako oTmeuaroTcs naxoBble, O€ApEeHHBIE,
IradparManbHble TpeDKU. B pekux ciaydasx onucaHbl OMyIIeHUe MoYeK, SMpu3eMa JIerkux,
TYrOyXOCTb U TIyxoTa. [Icuxnyeckoe 1 yMCTBEHHOE pa3BUTHE OOJBLHBIX COOTBETCTBYET HOPME.
[TporHo3 i1st )KU3HU U NPOIOJKUTEIBHOCTD KHU3HH ONPEAEIISIOTCS CTENEHbIO TOPaKEHUS
CEepPAEYHO-COCYIUCTON CUCTEMBI.
I'aprounamsm (cunonuMm: 6one3ss [lpaynanepa — Iypnep, munoxoHapoauctpodus,
XOHJPOOCTEOAUCTPOPHS) — pellKoe HacleACTBEHHOE 3a00IeBaHIE, 00YCIOBICHHOE
HapyleHHueM OOMeHa JIMMU0B U MYKOTIOJIcaxapuIoB. B pe3ynbraTte 0OMEHHBIX HapyIIEHH
MIPOMCXOUT HaKOIUIEHHE B KJIETKaxX MO3ra, CeT4arke Iiasa, nepupepuyeckux HepBax, NeUeHH,
Celle3eHKE U IPYTUX OpraHax BHICOKOMOJIEKYIISPHBIX JIMIOUHO-TIOIUCAXAPHIHBIX KOMIUIEKCOB.
TunuyeH BHENIHUH BU]T peOCHKA, OOJIEHOTO raprOMIM3MOM: TUITHYHBIC U3MEHEHUS
KOH(Urypanuu yepena («OameHHbIi yepen»), rpyOble YepThl Inla, HaBUCIIUH J100, 3armaBiiast
NEepEeHOCHIIa, HIMPOKUE Pa3BEPHYTHIE HO3/IPH, YTOJIIEHHbIE T'YObl, IPUOTKPBITHIN POT, OOIBIION
A3BIK, 1€(hOPMUPOBAHHbIE YIITHBIE PAKOBUHBI. TyJIOBHIIE YKOPOUCHO, TPYAHAS



KJIETKa BOPOHKOOOpa3Hasi. MOT'yT OnpeensiThCsl MyMOYHbIe, TaX0BO-MOIIOHOYHBIE TPHDKHU;
yBEJIMYEHHUE MEUEHH, CEJIE3EHKN; TIOMYTHEHNE POTOBUIIBL, KU(O3 B HUKHETPYTHOM
OTJIeJIe€ TI03BOHOYHUKA; [TOBBIIIEHHAS KCKPELMsI MyKOIIOJIUCaXapuI0B ¢ MOYOU. Y TaKUX
OOJILHBIX CHMKEHBI 3peHue U cIyX. B mpoiiecce :K13HU pa3BUBAETCS IOMYTHEHHUE POTOBUIIBI.
I'eHHble HapyLIeHUs] 00MEHA B S PUTPOLMTAX
K aT0ii rpynne oTHOCATCs 60J1€3HU, CBSI3aHHBIE Yallle BCEro ¢ YKOPOUYCHHEM CPOKa JKU3HU
SPUTPOIIMTOB, A TAKIKE CO CHIKEHHEM €r0 YPOBHS B KPOBH. | eMOrII00MH -- OCHOBHO# GesloK
pUTPOLUTOB. B HacTosmiee BpeMsi XOPOIIO N3y4eHa aMUHOKHUCIIOTHAs! TOCIIEI0BATEIbHOCTD U
CTPYKTYpa €ro MoJieKyJibl. M3yueHune reMorao0MHa Ha4anoch ¢ OTKPBITUS HACIEICTBEHHOTO
3a00JIeBaHUs -CEPIIOBUIHOKICTOYHON aHeMUH. bbI10 oKa3zaHo, YTO MOJIEKYIISIpHAs CTPYKTYpa
CEpIOBHUIHOKIJICTOYHOTO TEMOTTIO0MHA OTIUYACTCS OT HOPMAIILHOTO.
[To Mepe coBepilIeHCTBOBAHUSI METOOB 371eKTpodopesa Obl1H BhisABIEeHBI Ooiee 400 BapraHTOB
reMorjo0rHa U paciupoBaHa UX MOJIHAS AMUHOKHCIIOTHAS MTOCIIEI0BATEILHOCTD.
VY CTaHOBJIEHO, YTO MOJIEKYJIa YEJI0OBEUECKOI0 TeMOIJIO0NHA COCTOUT U3 4-X MOJIUIMENTUAHBIX
neneii (0, B, T, ). BOJBIIMHCTBO pa3HOBUAHOCTEH reMOrIO0MHA YeTOBeKa UMEET UIACHTUYHbIC
0-11eTIK U pa3IuyaroTcs Mo OCTaNbHbIM HernsaM. K kax1oii nenu rinobrHa B crienupuieckoM
y4acTKe MPUCOEIUHACTCS MOJIEKYJIa HeOEITKOBOW PUPOIBI - TEMOTPYIIIBI, MM reMM. YeThIpe
TJIOOMHOBBIX I[EMU BMECTE ¢ TeMMaMU 00pa3yroT (GyHKIIMOHATIBHYIO MOJIEKYJTy TeMOTTIO0UHA,
KOTOpasi IEPEHOCUT KUCIIOPOJL U3 JIETKUX B TKAHHU.
Monexkyna rnobuna coctouT u3 141 - 146 aMUHOKHCIIOTHBIX OCTaTKOB, PACIIOIOXKEHHBIX B
CTpOro ornpeaeaeHHoM nopsake. IlocaenoBaTenbHOCT, aMUHOKHCIIOT B O€JIKE HAa3bIBAETCS €TI0
NEePBUYHOI cTPYKTYpoi. [IpocTpaHcTBEHHOE B3aMMOPACIIONOKEHHE COCETHUX MOHOMEPOB B
MOJIUIIETITUTHON e UMEHYETCS BTOPUYHOM CTPYKTYPOH, a TpeXMepHast KOH(PHUTypaIHst
OENKOBBIX CYOBEAMHHUII - CTPYKTYPOU TPeTUYHOM. UeTBepTUUHAas K€ CTPYKTypa reMorioonHa
peanu3yercsi BO B3aMMHOM OpraHu3alluy YeThlpex CyObeANHUI] B COCTaBe (PYHKIIMOHUPYIOLIEH
MOJICKYJIBI.
VY nereli U B3pOCIBIX MPe0OIa atoIUM THIIOM TeMOTJIOOnHA siBiisieTcs HBA, cocTosimuii u3 AByX
0- 1 AByX B-1emieH (a B ), O-11enu y BCeX reMOrIOOMHOB UICHTHYHBI. 0- U B-I[ENU Pa3IuvaroTCs
110 MHOT'MM aMHUHOKHUCIIOTHBIM OCTaTKaM. Y BCEX B3pOCIbIX ecThb 2-3 % remornobuna HeA2.
XapakTepHas Ui Hero J -1[elb OTINYaeTcs OT B -1[enH 10 10 aMMHOKUCIOTHBIM OCTaTKaM.
[Tocne poxkieHust y Bcex JeTei 0OHApYKUBAETCS TaKkKe HEOOBIIOE KOJNYeCTBO {MeHbIe 1%)
¢eranpHOrO remorsioonHa HbF. r - nens 3HaunTENbHO OTIIMYAETCS OT B -Lienei. CUHTe3 T -
neneil y s3MOproHa NpOUCXOAUT B OCHOBHOM B TIEUEHU U CEJIE3€HKE, HO MOTYT OHU
CHUHTE3MPOBATHCS U B KJIETKaX KOCTHOI'O MO3ra. A B -11€1IH, HA000pOT, CHHTE3UPYIOTCS INTaBHBIM
00pa3oM B KJIETKaX KOCTHOI'O MO3ra.
Bce HopManbHbIe reMOTJI00MHBI YeI0BEKa MMEIOT UIEHTHUHYIO TPEXMEPHYIO CTPYKTYDY,
ONTUMAJIBHYIO JUISl IEPEHOCa KUCIOPOIa.
AMUHOKHCIIOTHAs TOCTIEI0BATENbHOCTD KaXK 101 III0OMHOBOM 1IETIN KOJUPYETCsl CBOUM I'€HOM,
PaBHO KaK U CHHTE3 HEOEIKOBON IT'eéMOTPYIIIIbI.
['eHbl TTOOMHOB y YeoBeKa 00pa3yloT MyJIbTUI€HHOE CEMEMCTBO U PACHIOIOKEHBI Ha
XxpoMocoMax JByX kiactepoB (Kitactepsl -- rpymnma reHoB, pacroioXeHHBIX B OMPEIEICHHbIX
JIOKycax, 00beAMHEHHBIX O0IMMHU QYHKIMAMU.) -- 0 -kiactep 3aHumMaet 25000 map
HYKJIEOTHIOB B KOPOTKOM Iuiede 16-if xpomocombl. CEMENCTBO T - B - /1 -TEHOB PACIIOJIOKEHO B
KopoTkoM tuiede 11-i xpomocomsl (60 000 1. H.)
.B pe3ynbrare myTanuii B 3puTpOLUTAX U TeMOTTIO0MHE BO3HUKAIOT HACIIE/ICTBEHHBIE O0IE3HU
YeJI0BEKAa - TeMOJIMTUYECKHE aHEMUU U TeMOTTIOOMHOIATHH.
['emonuTHYeCKHE aHEMHUH BKJIIOYAIOT 3a00JIeBaHNUsA, 00YCIIOBIIEHHbIE CHUKEHHEM YPOBHS
reMOTJI00MHA U YKOPOUEHUEM CPOKa >KU3HU 3pUTpounToB. Kpome Toro, mpuunHoii 0one3Hu
MOTYT OBITh:
1) Hapymenue MmeMOpaHbl SpUTPOLIUTOB.
2) Hapymienue akTUBHOCTH ()€pMEHTOB 3pUTPOLUTOB (HEPMEHTOB, IITMKOJIN3A
neHTo30(¢gochaTHOro HUKIa U Ap.).



3) Hapymienue cTpyKTyphl WM CHHTE3a TeMOTI00HHA.
I'enHble 00s1e3HN 00MEHA METAJLVIOB

bonesns Bunbcona -- Konosanosa (remarouepedpanbHast JUCTpO(dus, TenaToeHTHKYIIpHAs
nerenepanusi, 6one3np Becrdans -- Bunbcona -- KonoBanosa) -- BpoxaEHHOE HapyIlIeHUE
MeTaboaM3Ma MEH, IPUBOIAIICE K TSHKEICHIITM HACIIEACTBEHHBIM 00JIe3HSIM IIEHTPATBbHON
HEPBHOW CUCTEMbI M BHYTPEHHHUX OPT'aHOB.
Juarnoctupyercst y 5-10 % GOIbHBIX HUPPO30M MEYEHHU JOIMIKOIBHOTO U HMIKOJIBHOTO BO3pacTa.
3aboseBaHue mepeaaeTcs o ayTocOMHO-perieccuBHoMy tumy. ['en ATP7B, mytanuu koToporo
BBI3BIBAIOT 3a00JIeBaHMe, pacmonoxeH Ha 13-if xpomocome (yuactok 13q14-q21).
['emMmoxpomaTom3 (TUTMEMHTHBIN IUPPOM3, OPOMH30BBIN J1Ua0eMT) -- HacJIeACTBEHHOE,
TeHETUYECKN 00YyCIIOBICHHOE 3a00JIeBaHNe, IPOSIBIISICTCA HApyILIEHHEM 0O0OMEHa XkKeJe3a C
HAKOIUICHHWEM €T0 B TKaHSIX U opraHax. JKene3o Moriomaercs U3 MUK U Ype3MepHO
HAKaIUIMBAETCS B OpraHaxX M TKAHSX: MIEYCHHU, TODKEITYI0UHOM Kee3e, MUOKap/e, cele3EHKe,
KOXe€, SHAOKPUHHBIX jKeJie3aX U JPYTrux Mectax. M30bITouHOE HaKOIIJICHHE XKelle3a B OpraHu3Me
MOYKET CIIPOBOLIMPOBAThH Pa3BUTHE psijia 3a00JI€BaHUI: IUPPO3 MIEYCHHU, CEPACUHAS
HEJ0CTAaTOYHOCTh, CaXapHbIi AUa0eT, apTPuT.

HacaencrBenHble CHHAPOMBI HAPYIIEHHUs] BCACHIBAHNS B MUIIEBAPUTEILHOM TPaKTe

(MYKOBHMCLM/103, HEIIEPEHOCUMOCTD JIAKTO3bI U JAP.).

Cpenu ayTOCOMHO-PELIECCUBHBIX 3a00JIeBaHUI HanboJiee pacpocTpaHEHHBIM
ABIIETCS MYKOBUCIHA03 (KHCTO(MUOPO3 MOKEITYIOUHOM JKETIE3bl).
YacroTa ero cpeny HOBOPOKIEHHBIX B €Bponeiickoi momyssiiuu coctasisger 1:2500.
3abosieBaHre 00YCIOBICHO T'eHEPATN30BaHHBIM MOPAXKEHUEM SK30KPHUHHBIX kKenes. ['eH
MYKOBHUCIIH/I032 PACIIOJIOKEH Ha 7- XpoMOcoMe. DTOT T'eH KOHTPOJIUPYET CUHTE3 OeKa,
HA3bIBAEMOT'0 TPAHCMEMOPaHHBIM PETYISITOPOM MPOBOJIUMOCTH.
[Tatorenes 60se3nn 00yCIOBICH TEM, YTO IPH OTCYTCTBUU CHHTE3a TPAHCMEMOPAHHOTO
perynaropa (IepBUYHOTO MPOIYKTa I'eHa) HapyIIAeTCsl TPAHCHIOPT XJIOPUAOB B AIUTENUATBHBIX
KJIETKax. DTO MPUBOIUT K N30BITOYHOMY BBIBEICHUIO XJIOPHU/IOB, CIICACTBUEM UETO SIBIISICTCS
TUIEPCEKPEIs TYCTON CIIM3H B KJIETKAX MOJHKENyI0UHOI jKese3bl, OpOHXOB, CTU3UCTOM
000JI0YKe JKeITYI0YHO-KHILIEYHOTO TPAKTA. BBIBOAHBIE TPOTOKH MOKETYA0YHOH JKeIIe3bl
3aKyIMOPUBAIOTCS, CIIM3b HE BBIBOAUTCS, 00pa3yrOTCsl KUCThL. DepMEHTHI MOIKETYA0YHON
JKeJe3bl He TIOCTYIAIOT B MIPOCBET KUIIEUHUKA. [ HIIeprpoyKIus ClIM3u B OPOHXUATEHOM
JiepeBe BeJIeT K 3aKyMOpKe MEJKUX OPOHXOB M MOCIEIYIOIEMY IPUCOSTUHEHUIO UHPEKIIHUH.
[TomoGHBIE TPOLIECCH Pa3BUBAIOTCS B MPUAATOYHBIX MTa3yXaX HOCA M B KAHAIBIIAX CEMEHHHUKOB.
B noToBO# XHIKOCTH MOBBILIEHA KOHIIEHTPALUS HIOHOB HATPHsI U XJIOpa, YTO U SABJSETCA
OCHOBHBIM JTMarHOCTUYECKUM JIAOOPATOPHBIM TECTOM.
PaznuuatoT cinenyronme KIMHAYECKHEe GOPMbI MyKOBHCIIH/03a: CMeIIaHHast (JIETOYHO-
KHIIIeuHass — oTMevaeTcst y 65-75% O0NbHBIX); MpeuMylecTBeHHO JierouHas (y 15-20%);
npeuMyIiecTBeHHO kuteuHas (y 5-10%); MmekoHuanbHbIi uineyc (He 6onee ueM y 5%); crepThie
1 abopTHUBHBIE (POPMBI (HE3HAUUTEIbHAS A0JS).
Ha npaxTuke Hauboee 4acTo NPUXOAUTCS CTAIKUBAThCS CO CMeIIaHHbIMU Gpopmamu. [lepBbie
CHMITTOMBI 3200JI€BaHUSI MOSBIISIOTCS HAa TIEPBOM IOy KH3HH, KaK IPaBUJIO, Ha (JOHE
NEPEeHECEeHHOW OCTPOH pecupaTopHO BUPYCHON MH(EKIINN U XapaKTEePU3YIOTCs IPUCTYIIO-
00pa3HBIM HABS3UMBBIM KalllJIeM, SIBICHUSIMU OOCTPYKIIMU M BOCTIAJICHUS B JIETKUX.
PenunuBupyromumii XpoHn4eckuii MHPEKHMOHHO-BOCHAIUTENBHBINA MPOLIECC OCIOKHACTCS
THOHHO-O0OCTPYKTUBHBIM OPOHXHTOM, THEBMOHUSIMH, BO3HHKAIOIINMHU HECKOJIBKO pa3 B roa. K
BTOPUYHBIM U3MEHEHUSIM OTHOCATCS OPOHXO03KTa3bl, SM(pHU3eMa, MHEBMOCKIICPO3, JIETOUHOE
cepaue. [TapamiensHo y neTelt oTMeuaeTcss CHMITOMATHKA CO CTOPOHBI XKEIyJOYHO-KUIIIETHOTO
Tpakta. Hapyiienus numieBapeHus MposBISIOTCS HEAOCTaTOUHOM MpUOaBKOM Macchl Tena,
B3J[yTHEM JKUBOTA, OOMILHBIM 3JIOBOHHBIM CTYJIOM C MTPUMECHIO )KHpa. ATINIETUT Yy IETeH
coxpausieTcs. B nanpHeleM B aToJIOTHYeCKUi IPOIlecC BOBIEKAETCS NeUeHb (KUPOBas
UHQUITBTPAIHS, X0JIECTATHYECKUH TeIaTUT, IUPPO3).



MekoHUaNBHBIN HIIeyC — 3TO BpOKIAeHHAs popma 3a00sIeBaHUsI, TPOSBIISIONIASCS B TIEPBHIE
CYTKH IIOCJIE POKJICHUS OTCYTCTBUEM OTXOXKACHHUS MEKOHUS U KIIMHUKOM MOJTHOW KUIIEYHON
HenpoxoaumocTy. [Ipu ganHo# popme 3a001eBaHMS B METISX TOHKOTO KUIICYHHKA
CKaIlJIMBACTCS IIOTHBIN U BSI3KUI IEPBOPOJIHBIN KaJl (MEKOHHUI), B pe3yJIbTaTe OTCYTCTBUS
TpurcuHa. 1 ecnu y 310poBBIX AeTell MEKOHUM OTXOAUT Ha 1-2 CcyTKU mocie poKIeHus, TO y
HOBOPOKJCHHBIX, OOJBHBIX MYKOBHUCLHI030M, BbI/I€JICHHE MEKOHHUS HE MPOUCXOAUT. B cBsi3H ¢
3TUM peOEHOK CTAHOBHUTCS OECIIOKOWHBIM, TIIIAKCUBBIM, OTKA3bIBAaCTCS OT MpUEMa MOJIoKa. Y
HOBOPO>KJCHHOT'O HA0II0IaeTCsl B3yTHE )KMBOTA M YaCTOE CPbITMBaHUE (B PBOTHBIX Maccax
NPUCYTCTBYET JKemub). Uepes 1-2 nus y peOEHKa 3HAUYUTETBHO yXyALaercs olriee
CaMOYyBCTBHE, MOSBJISAIOTCS MPU3HAKU MHTOKCHUKALIMY OpraHu3Ma (Koxka OJieiHast, Ha KOKe SIPKO
BBIPa)KEH COCYIMCTBIA PUCYHOK). Y /eTeil HaOojaeTcsl TaXUKapIusi, B3yTHE )KUBOTA U
onpliika. JluarnoctupoBath TaHHYIO0 popMy 3a00JIeBaHUS BOZMOKHO IIPH MTOMOLIA
PEHTIeHOTrPaMMbl, Ha KOTOPOM OTMEYAETCsI HAJIMYUE CIIAHKOB B METJIAX TOHKOTO KUILIEYHUKA.
OcnoxHeHusIMH 3ToH (popmbl 3a00IeBaHUS ABISAIOTCS Nepdopalys KUILIEYHUKA C Pa3BUTHEM
MEPUTOHUTA, a TAKIKE 3aTsKHASI THEBMOHUSI.

Bbponxonerounas gopma (pecnupaTopHasi) U3HaUYaIbHO XapaKTePU3yeTCs TAKUMU CUMITOMaMU
KaK: OJICTHOCTH KOKHBIX TIOKPOBOB, 0011ast c1aboCTh U BSUIOCTH, cilabast mpubaBKa B Bece pu
HAJIMYUU HOpMAaJIbHOTO anmnetuTa. [Ipu Tspkenoit popme Teuenus 3a00seBaHus ¢ IEPBBIX AHEU y
MAalMEeHTOB HAOIIOACTCSl MyUYUTEIbHBIN Kalllelib, KOTOPBIM HAIIOMUHAET KallleJb BO BpeMs
kokumoma. [Ipu kame BelensieTcss MOKpoTa, MHOTAA CO CI'YCTKaMH CJIM3U. B CBsI3U ¢ BBICOKOM
BSI3KOCTBIO OPOHXHMAIBHOTO CEKPETa MPOMCXOIUT 3aKYIIOPKA METIKUX OPOHXOB U OPOHXHOI, B
pe3ynbTaTe Yero pa3BuBaeTcs aMQpu3eMa 1 00pa30BHIBAIOTCS aTeNIeKTa3bl. Y JETeH Mpu TsHKeIon
dbopme TeueHus 3a00JIEBaHUS TOPAKAIOTCA HE TOJIBKO OPOHXU, HO U JIETKHUE, YTO MIPUBOIUT K
Pa3BUTHUIO 3aTSHKHOM (POpPMBI THEBMOHHUHM ¢ 00pa30BaHHEM FHOWHBIX BOCHIAIEHUHN TKaHEH
(abcneccoB). CumnTtomamu OPOHXOIETOUHON POPMBI 3a00JIEBaHUS SBISIOTCS: OJICTHOCTh
KOYKHBIX [TIOKPOBOB, HAJIMUME XPUIIOB, TOIIIHOTA, PBOTA, MHTOKCUKAIMsl OpraHu3Ma, OJbIIIKa,
CHIDKEHHE alllleTUTa, yMEHBIIICHHE MacChl TeJIa, OTPAHUYCHUE JIEATeIbHON aKTUBHOCTH, HHOT /A
3a00JIeBaHNE COMTPOBOXK/IAETCS MOBBIIICHUEM TEMIIEPATyphl TeNa. Y OOJbHBIX MYKOBHUCIH030M
HabOmomaeTcs neopManus rpyAMHON KICTKH 110 THITY "KIMHOBUAHAS", a Takxke aedopmarust
dananr naneles o Tumy "6apadaHHbIX nagouek". OCI0KHEHUSIMU MPU JaHHOK Popme
3a00J1eBaHUs ABIAIOTCA: JETOUHOE KPOBOTEUEHUE, THEBMOCKIIEPO3, CHHYCUT, TIOJIUIIBI HOCA,
TOH3WJLJIUT.

CumnTomMaTHKa KHIIEYHON (GOpMbI 3a00JIeBaHuUsI 00YCIIaBIMBACTCS CEKPETOPHOM
HEJOCTAaTOYHOCTHIO U HapylieHneM GepMEHTHON aKTUBHOCTHU KuleuHruka. Oco0o spKo
CHUMIITOMBI 3200JIEBaHMS HAUMHAIOT TIPOSIBIISITHCS TIPU MEPEBOJIE TPYIHBIX JIETEH Ha
HCKYCCTBEHHOE BCKapMIIMBAHKE WJIH MPU BBEACHUHU MprKopMa. CHMITOMaMu 3a00JIeBaHUS
SIBJISIFOTCSL: B3J{yTHE KUBOTA, HAKOIIJICHUE Ta30B, CYXOCTh BO PTY, CHUYKEHHUE MBIIIIEYHOTO
TOHYCa, 00JIM B KHBOTE, YBeNUYEHHE 00BEMA KATOBBIX Macc (B JIBa-BOCEMbB pa3 OoIbIIIe
cyrouHoi HopMbl). Y 10-20% neteii, 60abHBIX KUIIEYHOW (POPMON MYKOBHUCLIN103a, IPU
BBICA)KMBAHUU HA TOPIIOK HAOIIOAaeTCs BhINaieHue IpsIMON KUIIKU. OCIOKHEHUIMU TIPU
JaHHOU (hopme 3a00sIeBaHuUs ABISIOTCA: I3BEHHAs 00JIe3Hb BEHAAIATUIIEPCTHOMN KHUIIIKH,
SI3BEHHBIN MTPOIIECC B TOHKOM KHUIIIEUHUKE, KUIIIEYHAs] HETIPOXOIUMOCTb, TUEIOHEDPHUT,
caxapHblii [uader, MoueKkaMeHHasi 00JIe3Hb, X0JIeCTa3.

CumnromaTHKa cMemaHHOW GopMbl 3a007IeBaHuUs BKIIOYAET B C€0S1 CHMITTOMBI, KaK KUIIIEUHOM,
Tak u 1érounoit ¢popmel. JlanHas popma MyKOBHUCITH03a SBIsIETCs caMoil Tsikenon. C mepBhIX
HEJeNb )KU3HU Y JIeTel, OONTbHBIX MYKOBUCITHI030M, OTMEYAIOTCS: THEBMOHUS, TSKETIbIC
OpOHXUTHI, KUIIEUYHbIE CHHAPOMBI, PACCTPONCTBA MUTAHUS, 3aTsHKHOM Kamenb. bponxonérounas
CHUCTEMa U3MEHSETCSl MOCTeNeHHO. M3HayalbHO MOSABIsAETCA CYXOH Kalllenb, oablka. J[anHas
cTaaus 3a00JIeBaHUSI MOKET MmpoaokaThes A0 10 met. Jlanee pa3BuBaeTCss XpOHUYECKUN
OpOHXHT, KaIlleNb C OTXO0XKICHUEM MOKPOTBI, BRIpAXKEHHAS OABIIIKA, nedopmanus (hamaHr
MajgbIeB. JTa CTaaus UMEET CPEIHIO0 MPOJAOHKUTEIIBHOCTD OT 2 710 15 meT. 3atem pa3BUBAIOTCS



OCJIOXKHEHHS B JIETKUX (MHEeBMO(UOPO3, AbIXaTeIbHAs HEAOCTATOYHOCTh, THEBMOCKIIEPO3,
cep/eyHas HeJIOCTaTOYHOCTH ).

Jannas cragust 3a007eBaHMsI TPOAOIDKACTCS Ha MPOTSHKEHUH 3-5 J1eT. 3aTeM pa3BUBAETCS
TsKENask KapAuOo-pecnupaTopHas HEJOCTaTOYHOCTh, KOTOpasi IPUBOAUT K CMEPTHU MALIUEHTA B
TE€YEHHE HECKOJIBKUX MECSLIEB.

HuTennekTyansHOe pa3BUTHE y AeTel He cTpagaet. [Iporuos ku3Hu mpu Beex Gopmax
3a0oJeBaHus HEOIAronpusATHLIA. B HacTosee Bpemsi MalueHThl CO CMEIIaHHBIMU (JOpMaMu
penko xuByT 6oiiee 20 Jer.

HemnepeHocuMOCTB JIAKTO3bI. JTO HACIIEACTBEHHOE 3a00JIeBaHUE, CBA3aHHOE C OTCYTCTBUEM
WM CHUKEHHEM aKTHUBHOCTH (PepMEHTA JIAKTa3bl, PACHICIUISAIONIEIO MOJIOYHBIN caxap — JIaKTO3y
J10 TJIFOKO3bI U TaJIaKTO3BI.

HeruaponnzoBaHHas 1JaKTO3a OYTH HE BCACBIBAETCS U YCKOPSAET MEPUCTAIBTUKY KAIIECUYHUKA.
[Tpu nakTa3HOM HEAOCTATOUHOCTH TOHKOW KUIIKH C TIEPBBIX JTHEH KU3HU Y peOeHKa
HaOJII0aeTCs YIIOpHOE MociabiieHre cTyia, 0ECIIOKONCTBO (KOJMKH), CPhITUBAHHE,
00e3B0O’KMBaHUE, OTCYTCTBUE MPHUOABKH B Macce Tena.

B kpoBu HaOII01aI0TCS 3HAUUTEIBHBIC JIEKTPOJIUTHBIC HApYyILIEHUs (CHI)KEHUE YPOBHEH Kamus,
HATpHs, KaJIbIus).

HccnenoBanus mokasaiu, 4To HacjaeayeTcs JaHHbIH (hepMEeHTHbIN 1e(eKT Mo ayTOCOMHO-
JIOMUHAHTHOMY THITY.

Heanakus ( 001e3ub I'u - 'eprepa - I'eliOHepa, INIIOTEHIHTEPONATHSA, KHIIEYHbIN
UHGpAHTHIN3M).

DT0 HacleACTBEHHOE 3ab0eBanue, 00yCIOBICHHOE 1e(UIIUTOM (PEePMEHTOB, PACIICIUISIFOIINX
[JIMAJUH 3J1aKOB JI0 aMUHOKHUCIIOT, U HAKOIIJIEHUEM B OpraHU3Me TOKCUTE€HHBIX MPOIYKTOB €T0
HEIOJIHOTO TUAPOIN3a.

[Tpu 3a001eBaHUH TIETHAKUEH MPOUCXOTUT Pa3pyIICHUE CITU3UCTON 000JI0YKH TOHKOTO
KHILIEYHUKA BCJIEJICTBHE AJUIEPTUYECKON PEaKM UIMMYHHOM CUCTEMBI Ha COAEpPKAaHUE TIIFOTEHA
B nuuie. Jloka3aHo, 4To ajulepruueckas peakius Ha coAepKaHue III0TeHa YaCTUYHO
00yCIIOBJIEHAa TeHETUYECKUMU (DaKTOpaMHU U NIEpeaeTcs M0 HACIEACTBY ayTOCOMHO-PEIECCUBHO
BenymmmM KITMHIHYECKUM MTPU3HAKOM JIaHHOTO 3a00JIEBaHUS SIBIISICTCS TsDKENask TUCTpodus, a
TaK)Xe YBEJIMUYEHUE )KUBOTA, YUAILIEHUE CTYJIA, aHOPEKCUs, OTCTaBaHue B pocte. [lepBbie
MPU3HAKU IPOSBISIOTCS NOCTE BKIOYEHHSI B MUTaHUE peOeHKa OJII0]1, MPUTOTOBJIEHHBIX U3
KPYII, MyKH 371aKOBBIX (POKb, MIIIEHUI[A, OBEC, SIUMEHB ).



