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Conep:kanmue:
1. Bseneunue 3
2. AKTyaJIbHOCTb 3
3. Lenn 3
4. 3apaum 3
5. JIHK, kak HOCHTEIb TeHeTHYeCKON HH(DOpMAITT 4
6. T'enbl — HOCUTENN HACIEICTBEHHBIX MPU3HAKOB 4
7. 3aKOHOMEPHOCTU W MPHUHIIUIIBI HACTIEAOBAHUS 5
8. TeHeanorm4ecKkuii METO UCCIICAOBAaHMUS HACIICACTBCHHBIX TPU3HAKOB 6
9. IIpoekTHas 4acThb 7
10. 3axnroueHue 14
11. Cnucok nuteparypbl 15


https://sowa-ru.com/

il
oy &2 PycAnbanc

iy A stars of Science and Education, PycAnesHc «CoBa» ww «(0B3»
(Sfa % 0/ (S{'{'//rrf wnd Exducation

Beenenue

I'eneTHKa - 3TO HayKa, U3ydarollasi HaCcJeACTBEHHOCTh U H3MEHYUBOCTh OpraHu3mMoB. OHa
ABJISIETCA OJIHOM M3 OCHOBOIOJIATAIOLIMX HAyK, KOTOpas M3y4yaeT HACJIEJCTBEHHbIE MaTepHallbl,
takue kak JJHK u renpl, u ux BiIusHUE Ha pa3BUTHE U (PYHKIIMOHUPOBAHHUE KUBBIX OPTaHU3MOB.
HccnenoBanus B T€HETUKE MO3BOJISIOT Y3HATh, KaK ME€PENAIOTCA T€HETUUECKUE XapaKTEPUCTUKU
OT OJIHOTO ITOKOJIEHUS K Apyromy. [eHeTnueckue uccie0oBaHus MO3BOJSIIOT HaM JIy4dllle MOHSATS,
KaKue FeHbl MOT'YT OBbITh CBA3aHbI C Pa3JIMYHBIMU 3a00J1€BaHUAMU, U KaKUe (PAKTOPHI MOT'YT BIIUATh
Ha Hallle 3I0pOBbE M Onaromoiydre. B cOBpeMEHHOM MHpe T€HETHKa MIpaeT BAXHYIO pOJb B
JUArHOCTUKE U JICYEHUU T'€HEeTUYECKUX 3a00J1eBaHUI.

Ha ocHoBe renernueckoil MH(OpMAIMM Bpadyd MOTYT CIPOTHO3MPOBATH BEPOSTHOCTh
pasBUTHs OIpENENeHHbIX 3a00JIeBaHMM M TNPUHATH COOTBETCTBYIOIME MEphl s X
PEIOTBPAILCHHUS.

AKTYaJIbHOCTD

AKTyanbHOCTb NMPOEKTHOM pabOThl 3aKJIFOYAETCS] B TOM, YTO MMEHHO TI'€Hbl BIHSAIOT U
KOHTPOJIUPYIOT BHEIIHUM BHUJI YE€JIOBEKA, €r0 KIIOUEBble MEAUIIMHCKUE [T0KA3aTeNd, B TOM YHUCIIe
HaCJIE/ICTBEHHbIE 3a00yieBaHus. B COBpeMEHHOM MMpe HayKa HE CTOMT Ha MECT€ U MOCTOSHHO
OTKpBIBAaCT HOBBIE TOPU3OHTHI 3HAHMM. S pemmia M3y4UTh HOBOE JUIsi MEHs HalpaBlICHHE
TeHETHKY U pa300paTbcs B reHaX MOEW ceMbH, 4TOOBI MOJYyYUTh HOBBIE 3HAHUS T'€HETHUECKUX
0COOEHHOCTEH pa3BUTHUS poJa.

Mean:

CocTaBuTh U IPOCMOTPETh B aHAIU3€ CEMEHHBIX T€HETUYECKUX POJOCIOBHBIX, B 4aCTU
IPOCJIEKUBAEMOCTH T'€HETHUYECKUX OCOOEHHOCTEH C MOCIEAYIOIIMM  MPEINoN0KEeHHEM
OINPEACISAIONIMX HACIEICTBEHHBIX IPU3HAKOB PA3BUTHS POJIa B PaMKax OINPENEICHHON CEMBH.

3agaum:

1. W3yunTh NpUHLMIBI, METOAbl M 3aKOHOMEPHOCTH HAaclieZIoOBaHUS T€HOB W

OMPECACIICHHBIX HACIICACTBCHHBIX ITPU3HAKOB.

2. [Ipoananu3upoBaTh U COCTaBUTh T€HEATOTMUECKOE IEPEBO.
3. [TpoBecTH aHaIN3 MOTYyYEHHOM HH(pOpPMALIUY.
4. CdopmynupoBaTh BBIBOJBI O HACHEACTBEHHOH Iepenade WH(OpMaluu B pamMKax

OJTHOU CEMBH.
5. BBIIBUHYTH NPEANONO0KEHUS ONPENETAIOMINUX TPU3HAKOB.

6. IIprMeHUTD NOTyYEHHBIEC 3HAHUS.
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JAHK, xak HOcHTe/Ib TeHeTH4ecKoil HH(popManuu

B oGnactu renetukn @®. Mumepom B 1869 ObUIO clenaHO OTKPBITHE, 2 UMEHHO OblIa
OTKpbITa MOJIEKyJla Ha OCHOBE KOTOPOW CTPOUTCS BCS >KM3Hb - JI€30KCUPUOOHYKJICHHOBAs
KHUCJIO0Ta, Ipyrumu cioBamu moiiekyna JJHK.

JAHK sBisieTcs OCHOBHOW XWUMHYECKOM MOJEKYJIOM, COJIEpHk alelh TIEeHETUYECKYIO
uH(pOpMALIMI0O y BCEX JKUBBIX oOpraHu3MoB. OHa Wurpaer KIIOYEBYIO pOJIb B Ieperaye
HACJIEICTBEHHBIX IPU3HAKOB OT OJJHOTO MOKojIeHus K apyromy. JJIHK opranusma conepxut B cede
uHPOPMALIMIO O BCEX MpPHU3HAKAX BHJA M OCOOCHHOCTAX WMHIMBUAyyMa — €ro I€HOTHI — H
nepeaaeT 3Ty MH(OPMAIUIO MOTOMCTBY, BOCIPOM3BOMAS OIPEICIICHHYIO ITOCIIEA0BATEILHOCTh
OCHOBaHUU B cTpoeHUH UHauBUAYyanbHbIX JIHK.

Crpykrypa JHK cocrour u3 aByX chnupanbHbIX Lened, oO0pa3yrolux IBOWHYIO
CHUPAJIBHYIO JIECTHMILY, KOTOpasi CBSI3bIBA€T MEXJy co0Oi mapbl HykieoTuaoB. HykneoTumast
COCTOAT M3 caxapa (nme3okcupubo3bl), pocdara U OqHON M3 YETHIPEX A30TUCTHIX OCHOBAHUI:
agennna (A), tumuna (T), ryanuna (I') u uurtosuna (LI). YHukanbHas mocienoBaTeIbHOCTD
A30THCTBIX OCHOBAHHMM OIpeneisieT TeHEeTHYeCKyl0 HH(OpManui, KOAMPYIOIIYI0 BCe
OCOOCHHOCTU M XapaKTepUCTUKH opranusma. IIpouecc nmepenauum reHermyeckoil MHGOpManuu
ocymiectigeTcs yepes perukanuio JJHK. Bo Bpems perunkanum, nse cnmpanbabie nenu JJHK
pa3aensoTes, U KaXKaas Lelb CIYXUT MaTpULEeH I CUHTe3a HOBOM 1enu. [Ipu cuHTe3e HOBBIX
Lernen, a3oTHCTble OCHOBaHUS MapHOM IIENU COEOUHSIOTCS C OPUTMHAIBHBIMU IENsMU B
COOTBETCTBHUH C MPABHIIOM KOMIUIEMEHTApHOCTH, 17ie A oOpasyer napy ¢ T, a I' oGpa3yer mapy c
I1. IHK sBasiercst ocHoBoi anst cuHre3a PHK (pubonykienHoBast kuciora), KOTOpas B CBOIO
odepenb Hcrosb3yercs A cuHrteza Oenka. Koamposanme mupopmanuu ¢ JIHK na PHK u
JManbHEUIui cuHTe3 Oelka Ha3bIBAeTCsl TPAHCKPUIIIIUEH U TpaHCIALUEeH COOTBETCTBEHHO.

Hcxoas u3 atoro, reH — 3710 ydactok mosiekyisl JJHK (nnm xpomocomsl), onpeaenstomuii
BO3MOXKHOCTh DPa3BUTHS OTIEIBHOIO JIEMEHTApHOTO MpHU3HAKa, WJIM CHHTE3 OJHON OenKkoBOM
MOJIEKYJIBI.

I'ensl, koTopble conepskarcs B JIHK, onpenensior Hamm ¢pusndeckre 1 MophoIornuecKue
OCOOCHHOCTH, TaKkuWe Kak I[BET IJia3, LBET BOJIOC, IBET KOXKH, POCT, a TaKKe HaIHYue WU
OTCYTCTBHE OIPECIIEHHBIX 3a00JIeBaHUM.

I'eHbI — HOCHTEJM HAC/IEACTBEHHBIX NPU3HAKOB

[[BeT K0XkH, BOJIOC | TJ1a3 ONpeNesieTcsl TeHeTUUECKUMHE (DaKTOpaMu, KOTOPBIE BIHSIIOT Ha

MPOU3BOACTBO M paclpeleleHue MUTMEHTOB B opraHu3me. OCHOBHBIMH IUTMEHTaMHU,

OTBEUAIOIIUMH 32 I[BET (KOXH, BOJIOC, TJ1a3), SBJISIOTCS MEJIaHWH U TeMOTTIOONH.
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MenanuH — 93TO TUIMEHT, KOTOPbIA MPOUZBOAUTCA CIEUHAIBHBIMUA KIIETKaMH,
Ha3bIBaeMbIMU MenaHonuTaMu. OH UMeeT 1B€ OCHOBHBIE ()OPMBI: dyMENaHUH, KOTOPBINA MpHUAaeT
TEMHBII LBET, U ()eOMEIaHUH, KOTOPBIA PHUIAET CBETIIbIN I[BET.

KonmmyectBO M TN MenaHMHA, MPOU3BOJUMOIO MEJIAHOLMTAMHU, OIpPEIENsIeTCs
reHeTndeckuMu (paktopamu. [eHBI, OTBETCTBEHHBIE 3a MPOU3BOJICTBO MEJIAHWHA, MOTYT OBITh
Pa3IMYHBIMU B PA3HBIX JIIOJSAX, YTO IPUBOIUT K Pa3HOOOPA3HIO 1IBETA KOXKH, BOJIOC U TJIa3.

['ensl1, onpenenstomye UBET KOXKHU:

B nerepmuHanuio 1BeTa KOKM BOBJIEUEHO OOJbIIEE YMCIO T'€HOB, YEM B OIPENECICHUE
oKpaca BoJyioc U ma3. Ho ompenenstonyto B (heHOTHUIIE POIJIb UTPAIOT TOIBKO HECKOJIBKO U3 HHX,
sto redsl: TYR, SLC45A2, KITLG, OCA2/HERC2, SLC24A5, MFSD12, DDBI.

I'ensl, onpenenstone UBET I11a3:

CeromHst y49€HBIM H3BECTHO OKOJIO 16 TeHOB, BIMSIOIINX HA IBET a3 OymyIiero peoeHka.

OCA2 u HERC2 — nBa raBHBIX T€HA, OTBEYAIOMIMX 32 OKpacky mia3. Oba Haxomsarcs
Ha 15-ii xpomocome. B mpouecce skcnpeccun OCA2 oOpasyercs Oenok P, oH yuacTByer
B CO3PEBAHUM MEIAHOCOM — KJIETOYHBIX CTPYKTYp C MEJIAaHWHOM BHYTpHU. MyTalus B 3TOM T'eHe
NPUBOIUT K CHIDKEHHIO KOJIMYECTBa Oelka, a 3HAYUT, yMEHBIICHUIO KOJIMYEeCTBA MEIaHWHA, TaK
TIOSIBJISIETCS TOJTYOOU WUITH APYTOil CBETJIBIH I[BET.

Ha sxenpeccuto OCA2 Bnusier reH HERC2, B 4acTHOCTH OH MOXKET CHMXKATh BBIPAOOTKY
oenka P u «ocBeTnaTh» a3 Oyayiiero pebeHka.

VY4eHble YCTaHOBWIIM €II€ HECKOJIBKO T€HOB, OIMPENENSIIONIMX [BET pagyXeK, Cpeau HUX
EYCLI1, EYCL2, EYCL3, SLC24A4, TYR, SLC45A2, IRF4. VccnenoBanus Mpoa0SIKAIOTCS.
Ho yxe ceifuac cnenuanucTel, 3Hasi TEHETUUECKUE JTAHHBIE POIUTENEH, MOT'YT CIIPOrHO3UPOBAThH
OTTEHOK paly’Ku pebenKa’.

I'ensl, onpenensomue UBET BOJIOC:

OnMH U3 caMBIX UCCIIEIOBAaHHBIX T€HOB, CBA3aHHBIX C I[BETOM BOJIOC, — 3TO I'€H PeLenTopa
MenanokoptuHa MCIR.

3aK0HOMEpPHOCTH U MPUHUMIIBI HACJIEJ0BAHUS

[IpuHuuMnBl HacieqOBaHUST TE€HOB M KOHTPOJIMPYEMBIX HWMH MPU3HAKOB BIIEPBbIE

yctaHoBiieHsbl . Mengenem B 1866 1.

3aciayra MeHzenst COCTOMT B TOM, YTO OH BIIEPBBIE:

1. ! [2nexrponnsiii pecypc] / TEHOKAPTA Ieneruueckas sunukinonenus. — URL:

https://www.genokarta.ru/
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- JIOKa3aj, 4TO CYHIECTBYIOT (DaKTOPhl HACIEICTBEHHOCTH (KOTOpBIE MO37HEE OBLIU
Ha3BaHbI FT€HAMH ) ¥ KXl OpraHW3M UMEET JIBOMHOMN Takoi Habop Takux (aKTOpoOB;

-chopMyIIMpPOBAIT MPEACTABICHUS O IOMUHAHTHOCTH U PEIIECCUBHOCTH;

-IIPUMEHWT THOPUAOIOTHUECKUIA aHaIn3, B OCHOBE KOTOPOTO JIKUT CKpEIIMBAHHE —
€IMHCTBEHHBIN MIPSMON METOJ] B TEHETHKE;

-IIPUMEHUJT MaTEMaTHYECKYI0 00pabOTKy pe3yJIbTaTOB;

- OTKPBUI 3aKOH PACIICIUICHUS U 3aKOH HE3aBUCUMOI'O HACJICIOBAHMUS;

-BBIBEJI MIPABUJIO €AMHOOOpa3Us MEPBOTO MOKOJICHUS;

-c(h)OPMYITHPOBAJ THIIOTE3Y YHCTOTHI TAMET>,

['eHbl, KOTOpBIE 3aHUMAIOT UIEHTUYHBIE JIOKYChl TOMOJIOTHYHBIX XPOMOCOM U OTBEYAIOT 32
MPOSIBJICHUE aJbTEPHATUBHBIX COCTOSHHUI OJHOTO IpU3HAKa, Ha3blBal asuiebHbIMU. HoBble
aJuIeNd BO3HUKAIOT B PE3y/IbTaTe MYTAlMOHHBIX M3MeHeHUU. ClieoBaTesibHO, ajluielid MOXXHO
paccMmarpuBarh Kak pa3HbIe MYTaHTHBIC BapHUaHThI OJHOrO reHa. Ecim B reHodoHIe BUaA
OoOHapy)XeHbl BCEro JMIIb JBa AJUICIbHBIX BapuUaHTa KaKOro-TubO TeHa, TO B ATOM Ccllydae
TOBOPUTH, @ CYIIECTBOBAHWUU JUAJUICTBHOM CHUCTEMBI, €ClIM Oojiee NBYX aijielb, TO 3TO
MHOKECTBEHHBIN aJIJICITH3M.

Ecnam opranmsm mMeeT OAMHAKOBBIC aJIEIN OHOTO WMJIM HECKOJBKHX TeHOB (AA, aa,
AABB, AAbb), To ero Ha3pIBalOT TOMO3UTOTHEIMH. B TOM cilydae, Koryia OpraHu3M UMeeT pa3Hble
aJuTeNTd OJTHOTO MUIM HECKOJIbKHUX TeHOB (Aa, AaBb), oH Ha3bIBaeTCs FeTep03I/IFOTHLIM3.

N3BectHbl Tpu (POpMBI B3aMMOJEHCTBUS aJUICTBHBIX TE€HOB IOJIHOE JOMHUHHUPOBAHUE,
HETOJIHOE JOMUHUPOBAHUE U KOJIOMUHUPOBAHHE.

[Tonmnoe momuHHpoBaHHE — (hOpMa B3aUMOJEHCTBUS AJUIEIbHBIX T€HOB, MPU KOTOPOM
JOMUHAHTHBIH TeH (A) TMOIHOCTHIO TMOJABISIET TMPOSIBICHHWE pEleCCUBHOIO TeHa (a) B
TeTepO3UTOTHOM COCTOSHUU (Aa).

Hemnonnoe nomunampoBanue - Gopma B3aUMOACHCTBUS aJUICTbHBIX T€HOB, MPU KOTOPOI
JOMUHAHTHBIM T€H (A) HE TOJHOCTHIO TOJABISET MPOSBICHUE PEIECCUBHOTO reHa (a) B
TeTepO3UTOTHOM COCTOSIHUU (Aa).

KomomunupoBanue - ¢opma B3aUMONEHCTBHUS aUICIbHBIX JOMHHAHTHBIX, HO Pa3HbBIX
TEHOB, MPU KOTOPOU Y T€TEPO3UTOTHOTO OPTaHU3MaMH TIOSIBIISIETCS] HOBBIN MPU3HAK.

I'eneasiornyeckuii MeTo1 HCCIACAOBAHUS HACJEICTBEHHBIX MPU3HAKOB

I'eneanmornyeckuil METOJl OTHOCUTCA K HauOoliee YHUBEpPCATbHBIM METOJaM B T€HETHKE

yenoBeka. OH MIKUPOKO MPUMEHSIETCS IPU PELICHUH CIEAYIOMUX MPoOIeM:

2 AsoBa M.M. NeHeTMKa YernoBeka ¢ OCHOBaMu MeanLMHCKoM reHeTuku, M., 2020
3 AsoBa M.M. NeHeTnKa YenoBeka ¢ OCHOBaMu MeanLUMHCKON reHeTuku, M., 2020
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I[JISI YCTAHOBJICHUS HACJIICACTBCHHOT'O XapaKTCPa MpPU3HAKA,
HpI/I OIMpE€ACIICHUHN THUIIa HACJICOOBAaHUA U IICHECTPAHTHOCTH I'€HA,
HpI/I aHaJIU3€ CUCINICHUS I'€HOB U KAPTUPOBAHUN XPOMOCOM;

[Ipu n3y4eHM UHTEHCUBHOCTH MYTAllMOHHOTO IIPOLIECCa;

o ~ W o

[Ipu pacumdpoBke MEXaHHU3MOB B3aUMOCHCTBUS TCHOB;
6. Tlpu MeIMKO-TEHETUYECKOM KOHCY/IBTUPOBAHUK®.

CyTb TeHeaJoru4ecKkoro MeToja CBOIUTCA K BBIACHEHHIO DPOJACTBEHHBIX CBS3€H M K
NPOCJICKUBAHUIO TPU3HAKa WM OONE3HU cpeau ONMM3KUMX M JAbHUX, MPSIMBIX M HEMPSMBIX
POICTBEHHUKOB. | eHEaIOrn4ecKuii METOl COCTOUT U3 JIBYX ITAIlOB: COCTABJIEHUS POIOCIOBHBIX U
TEHEAJIOTMYECKOr0 aHAJIN3a.

IIpoekTHAast YacTh

Jnist pereHus MOCTAaBICHHBIX 3a/1a4 ObLUTH MCIOIb30BAaHbl TAKHE TEOPETUUECKUE METOIBI
KaK COIIOCTAaBUTEIBHBIM aHalW3 W MOJAEIMpOBaHHE. B KadecTBe CHENMAIBHBIX METONOB,
IIPUMEHSEMBIX IIPY U3yYEHUU TEHETUKHU, @ MMEHHO I 3a/1a4 B YaCTH IPUMEHEHUS NOJyYCHHBIX
3HAaHUH B aHAJIM3€ CEMEHUHBIX TE€HETMYECKUX PONOCIOBHBIX, a TaKXKE IPOCIC)KHUBAEMOCTH
TEHETUYECKUX MPU3HAKOB C MTOCIEAYIOINM IIPEIITOIOKEHUEM ONPEIEIAIOINX HACIEACTBEHHBIX
IIPU3HAKOB Pa3BUTHS POAA, UCIIOIB30BAJICS T€HEATOTUYECKUN METO/.

B Ta6J'II/II_Ie 1 MNPEACTAaBJICHbBI JAHHBIC B YA4CTHU LBCTA IJIa3, IBETA BOJIOC, IIBECTA KOXHU U

IPYIIBl KPOBH KaXJOro YiI€HAa TIeHeaJlorndyeckoil poaocioBHOM BribopHoBoi Bacuinhel

BiraniuMupoBHBI.

No | ®.N.0. I{Ber ra3 I{Bet BoJIOC I{Bet koxu

1. PomannioBa Jluaus | romyObie CBETJIO-PYCHIE cBeTias
Kupninosna

2. Pomannos AHppeil | kapue TEMHO-PYChIE CBETJIast
denopoBud

3. UepkammHa (ITaBnoBa) | romy0o-cepble | TEMHO-PYyCHIE cBeTias
Japps AnnpeeBHa

4. Uepkamma Usan | ceprie TEMHO-PYChIE cMyrias
JaaunoBua

5. Pomanrosa JIronmuna | - - -
AHzipeeBHa

6. Pomanmosa Tamapa | - - -
AHzpeeBHa

7. Pomannos I'ennaguit | kapue TEMHO-PYChIE CMYTJIbIN
AHzipeeBny,)

8. PomanmnoBa (Yepkammua) | romyObie maTeH cMyTas
EBnokus IBanosHa

4 BoykoB H.IN. MeHeTuka YyenoBeka: HacneaCTBEHHOCTb M naTanorus, M., 1978
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9. Hazapos Cepreii | kapue OproHET CMYTJIBINA
CepreeBuu

10. | HazapoBa (PomantoBa) | roryosie CBETJIO-PYCHIC cBeTiIas
Haranbs ['enHanbeBHA

11. | Pomanmon Cepreii | cepbie TEMHO-PYChIE CMYTJIBIN
I'enHanpeBUY

12. | PomanioBa (I'ycesa) | royosie maTeH cBeTiIas
Maprapura Hukonaesna

13. | Hazapos Koncrantun | cepoie CBETJIO-PYChIE CBETJIBbIN
CepreeBuu

14. | Hazapos Ban CepreeBuu | Kapue OproHer CMYTJIbIN

15. | PomanioBa Kpuctuna | romy06o- IaTeH CMYTJIBIN
CepreeBHa 3eJICHbIC

16. | BeibopHoB Bnagumup | romyOsie TEMHO-PYChIe CMYTJIBII
BennamunoBnu

17. | BeibopHoBa Codus | 3eneHbie TEMHO-PYChIE cMyTJIast
Bnagumuposna

18. | BeibopHoBa Bacuiuna | ronyObie TEMHO-PYChIE CMyTJIast
Brnagumuposna

19. | BoibopHoB BanenTun | rony6o-cepbie | CBETJIO-pyChie CBETJIBIN
ITerpoBuy

20. | BetbopHoBa  (I'aranoBa) | Toy00-cepble | CBETJIO-pYCHIC CBETJIbIC
Banentuna lBanoBHa

21. | benses Bacunuii | rony6o- CBETJIO-PYCHIE CBETJIBIN
MBaHoBHY 3€JIEHbIE

22. | bensena (Py3oBa) | kapue TEMHO-PYChIE cMyTas
Exarepuna llBaHoBHA

23. | bamanoBa  (BwiOopHOBa) | TOMYOBIE CBETJIO-PYCHIE CBETJIbIC
Enena BanentuHoBHa

24. | BeibopHOB Benunamuz | romy6o-cepsie | CBETIIO-pYChIe CMYTJIBIN
BanentunoBuu

25. | BribopHoBa (bensieBa) | romyOsie CBETJIO-pYyChIE cBeTJIas
Banentnna BacunbeBHa

26. | benses Ban BacunbeBuu | - - -

27. | benses Anekcanap | - - -
BacunseBnu

28. | benses Huxomnaii | - - -
BacunseBnu

29. | I'yceB Hukomnait | rony6Osie 1aTeH cBeTIas
AnekceeBuY

30. | I'ycea (Onun1oBa) | romyOBIe maTeH CBETJIbIC
Exarepuna IlerpoBHa

Tabnuma 1. XapakTepuCTHKU WICHOB IeHEAJOTHUECKON POJOCIOBHOM
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Bri6opHoBoit Bacununsl BiiaauMupoBHBI

Ha ocHOBe BBOJHBIX JAaHHBIX, B 4YacTH (PEHOTUITUYECKHUX IPHU3HAKOB, COCTaBJICHO
reHeaJIoruYecKoe IepeBo Moeil cembu (cxema 1).

PaccMoTpuM reHeanorudeckyro poJoCIOBHYIO MOCH CEMbHU TPEICTABICHHYIO Ha cxeme 1:
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Cxewma 1. I'eneanoruueckas pogocinoBHast BeibopHoBoit Bacununel BragumupoBHbI

B cBoeit mpakTuyeckoil paboTe B 4acTH OMPEIEICHHUS T€HETHYECKUX OCOOCHHOCTEH B
paMKax TeHeaJOTHYEeCKON pOJOCIOBHOW OyayT mpuMeHeHbl 3akoHbl Menaens. Paccmorpum
HACJIElyeMOCTh U U3MEHYUBOCTh B paMKax KaxJOW ceMbU OTAENbHO (WwieHbl ceMbu Ne 9, 13, 14
paccMarpuBarbcsi He OyayT). s mpoBeneHuss aHaiM3a BBEAEM KpaTkoe 0003HaueHUe
HaCJIETyeMbIX ITPU3HAKOB:
[[BeT mia3: AA — kapuii [[Ber Bostoc: BB —temubiii  LBeT koxku: CC — cMymblid

aa — rony0oii, cepblit bb — cBeTbIi CC - CBETJIbII

1. Ponurenu Pomannosa JIugus Kupunnosna (npanpabalymika) u Pomaniio Annpeit

®enoposud (mpamnpaaenymka). Jletm Pomanmosa Jlrogmuna AuapeeBHa, PomanmoBa Tamapa

AnnpeeBHa u PomannoB ['ennaguit AnapeeBud (pajaeayIka).

@

© & &

OnpenenuM Hacieayemble MpU3HAKU (AaHHBIE PO 5 U 6 4YjieHa CEMbU OTCYTCTBYIOT,

no3TOMY (haKTHUECKUE 3HAUYCHHSI OyLyT pacCMaTpUBaThCA TOJIBKO 110 WIEHY CEMbH 7):
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et ma3: aatAA=Aa;Aa;Aa;Aa. @aktuuecku y No7 kapue maza (Aa).

LBet Bosoc: bb+BB=Bb;Bb;Bb;Bb. ®aktuuecku y Ne7 remHo-pychie Bosiockl (Bb).

LBet koxku: cctcc=cc;cc;cc;cc. Daktuuecku y Ne7 cmyrnas koxa (CC).

BriBo: HacnemoBaHue MPU3HAKOB [IBETA TJ1a3 U BOJIOC COOTBETCTBYET 3aKOHOMEPHOCTSIM
HacyenoBanus. [lpu HacienqoBaHMM I[BETAa KOXKM YCTAHOBJICHO, YTO MPOM3O0ILIA MYTAIUsl TeHa
SLC24A5.

2. Ponmurenn UYepkammuua (IlaBnoBa) [apps AnapeeBHa (mpampabaOyiika) wu
Uepkammn WBan JanwnoBuu (mpamnpagenymika). etu PomannoBa (Yepkammna) Epnoxus

HBanoBHa (mpabadymika).

® 4]

OrnpenenuM HacaeayeMble MPU3HAKH:

[IBer rma3: aa+aa=aa;aa;aa;aa. ®axtuyecku y Ne8 romyOsie riaza (aa).

IBer Bonnoc: BB+BB=BB;BB;BB;BB. ®akrtuuecku Ne8 mareH (BB).

et xoxu: cc+CC=Cc;Cc;Cc;Cc. @aktudecku y Ne8 cmyrnas koxa (Cc).

BriBoa: HacnmenmoBaHMEe TPU3HAKOB IIBETa TIJ1a3, BOJOC W KOXH COOTBETCTBYET
3aKOHOMEPHOCTSIM HacJIeJOBaHUSI.

3. Ponurenn PomannoB Iennaamii AnzapeeBuu (mpajenymka) u  Pomaniosa
(Uepkammna) Epmoxusi MBanoBHa (mpaOabymika). Jletu HazapoBa (PomanmoBa) Harambs

I'enHanpeBHa (BoropoaHast 6adyiika) u Pomannos Cepreii [ eHHanbeBuY (neaymika).

(®
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OmnpenenumM HaclexyeMble TPU3HAKH:

[Ber m1a3: Aataa=Aa;Aajaa;aa. @axtuuecku y NelO romyosie riaza (aa), y Ne 11 — ceprie
(aa).

[IBet Bosoc: Bb+BB=BB;BB;Bb;Bb. ®aktuuecku Nel0 1iset Bonoc cBetno-pychrii (bb), y
Ne 11 — remuo-pycsrii (Bb).

Heer koxku: CC+Cc=CC;Cc;CC;Cc. ®@aktuuecku y Nel( cBetnas xoxa (cc), ay Ne 11 -
cmymias koxa (Cc).

BeiBox: HacienoBaHMe IpH3HAaKa LBETa Ia3 COOTBETCTBYET 3aKOHOMEPHOCTSIM

HacnenoBanus. [Ipyu HaclienoBaHUM 1[BETA BOJIOC M KOXKH yCTaHOBJIEHO, 4yTo Y Ne 10 mpou3zonuia

10
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mytarus reHa MCIR u SLC45A2. Ecnu 00paTUThCs K TEeHEAIOTHYeCKOM pOIOCIOBHOM, TO BUAHO,
yto mpapoautenab Nelumeer ren bb, kotopsie nposBuiics y Ne 10 u mpapogutenu Ne 1 u Ne 2
HMMEIOT I'€H CC, KOTOPBIN Takke nmposiuics y Ne 10.

4, Ponutrenu I'yceB Huxkonait AnekceeBuu (mpanenymika) u I'yceBa (OauHiioBa)

Exarepuna IlerpoBHa (mpababymika). Jletm PomanmoBa (I'yceBa) Mapraputa HukomaeBHa

(6abymika).
25}
Omnpenenum HacllelyeMble MIPU3HAKU:

LlBet m1a3: aa+aa=aa;aa;aa;aa. @aktuuecku y Nel2 romyOrie riasa (aa).

IIBer Bonoc: BB+BB=BB;BB;BB;BB. ®aktuuecku Nel2 maren (BB).

[Bet koxxu: cctcc=cc;cc;cc;cc. Gaxtuuecku y Nel2 cBemnast koxa (cc).

BeiBon: HacnemoBaHWE MPHU3HAKOB I[BETA IVIa3, BOJIOC M KOXKH COOTBETCTBYET
3aKOHOMEPHOCTSIM HACJICIOBAHMS.

5. Ponutenu PomannoB Cepreii I'ennanpeBuu (nmemymka) u PomanmoBa (I'ycesa)

Maprapura HukonaeBHa (6abymika). Jleru Pomannosa Kpuctuna CepreeBna (Mama).

[1] @

OnpenenuM HaciaeayeMble IPU3HAKH:

[IBer rma3: aataa=aa;aa;aa;aa. Gaxtudyecku y Nel5 romy6o-3enensie miasa (aa).

[IBet Bonoc: Bb+BB=BB;BB;Bb;Bb. ®aktuuecku Nel5 maren (BB).

et xoxu: Cct+cc=Cc;Cc;cc;cc. Daktuuecku y Nel5 cmyrnas xoxa (Cce).

BeiBon: HacnenoBaHME IPU3HAKOB I[BETA IVIa3, BOJIOC M KOXKH COOTBETCTBYET
3aKOHOMEpPHOCTSAM HacnenoBaHus. OmHako No 15 mmeeT 3eneHbld OTTEHOK IVIa3, YTO SIBISETCS
MPOSIBIICHUEM JOMHUHAHTHOTO TeHa (Kapui IBET), KOTOPHIA MPUCYTCTBYET Y MPEABITYIINX
ITOKOJICHUH.

6. Pomurenn BribopHoB Banentun IlerpoBuu (mpagenymika) u  BriGopHrosa
(IF'aranoBa) Banentuna HBanoBHa (mpabaOymika). Jletu bananoBa (BwiOopnoBa) Enena

BanenTtunoBHa (1BoropoaHas 6adymika) u Beidboprnos Bennamun Banentunosuy (nemymika).

19
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Omnpenenum HacIeyeMble PU3HAKH:

LIBer ra3: aataa=aa;aa;aa;aa. ®aktuyecku y Ne23 romyosie masa (aa), y Ne 24 — romy6o-
cepsie (aa).

[IBeT Bosoc: bb+bb=bb;bb;bb;bb. ®aktuuecku y Ne 23 et Bonoc cBetno-pycsiii (bb), y
Ne 24 — cetno-pychrii (bb).

LBet xoxwu: cct+cc=cc;cc;cc;cc. Pakruuecku y No23 cBeminas koxka (cc), a y Ne 24 - cmyrnas
koxka (Cc).

BeiBox: HacienoBaHMe TMpH3HAKa IIBeTa IVa3 M I[BETa BOJOC COOTBETCTBYET
3aKOHOMEpHOCTAM HacienoBaHus. [Ipu HacnenoBaHMM I[BE€Ta KOXKM YCTaHOBJIEHO, uTo y Ne 24
npousornuia Mmyranus rena SLC45A2. B cBsi3u ¢ TeM, 4TO JaHHbBIE [0 HACIIEACTBEHHBIM IIPU3HAKAM
0ojee paHHEro MOKOJEHUS HaM HE M3BECTHBI, TO MOXKHO MPEINOJIOKHTh, YTO HMEI MECTO
IIPapOAMTEIb CO CMYITION KOXKEM.

1. Ponutrenu bense Bacunuii MBanoBuu (mpagenymka) u bensea (Py3osa)
Exarepuna MBanoBHa (mpabaOymika). Jletu BribopnoBa (bensieBa) Banentuna BacunbeBHa
(6abymika), bensieB MBan BacunbeBuu (qBOorOpOAHbIN neaymika), benseB Anexcanap BacunbeBuu

(1BoropoaHbli Aenyika), benses Hukonaii BacunbeBud (1BOIOPOIHBIN AETyIIKA).

6 @ B u

OrnpenenuM HacienyeMble IPU3HAKY (JTaHHBIE PO 26, 27 1 28 ujieHa CeMbU OTCYTCTBYIOT,

no3TOMY (paKTUYECKHE 3HAUCHUs OYAyT pacCMaTpUBATHCS TOJIBKO MO WIEHY CeMbHU 25):
[Bet m1a3: aa+tAA=Aa;Aa;Aa;Aa. @aktudecku y Ne25 romyOsie m1asa (aa).
[IBet Bosoc: bb+BB=Bb;Bb;Bb;Bb. ®aktruuecku y Ne 25 niset Bosioc cBetno-pychiit (bb).
et koxu: cc+CC=Cc;Cc;Cc;Cc. @aktuuecku y Ne25 cBetnas koxa (cc).
BriBoa: HacienoBaHue NpU3HAaKa IIBETa IVia3, BOJOC M KOXH HE COOTBETCTBYET
3aKOHOMEPHOCTSIM HaclieJoBaHus1. BbIpaxkeHO SIBHOE MPEBATUPOBAHKIE PELIECCUBHOTO I'€Ha.
8. Pomutrenun BribopHoB Benmamun BanentunoBnu (menymka) w BeibopHOBa

(bensiea) Banentnna BacunbeBHa (6a0ymika). Jletm BribopHoB Brmamumup BenmamunoBuu

[24 @

(marma).

12
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OnpenenuM HacaeayeMble TPU3HAKH:

IIBer ra3: aa+aa=aa;aa;aa;aa. ®axtuyecku y Nel6 ronyosie raza (aa).

LIBet Bosoc: bb+bb=bb;bb;bb;bb. ®akTuyecku Nel6 TemHo-pyceie (Bb).

et koxu: Cct+cc=Cc;Cc;cc;cc. Daktuuecku y Nel6 cmyras koxa (Cc).

BriBoa: HacnegoBaHue MPU3HAKOB I[BETA I71a3 U KOXKU COOTBETCTBYET 3aKOHOMEPHOCTSIM
HacsenoBanus. Eciu o0paTuThes K reHeallornueckoil poJJOCIOBHOM, TO BUHO, YTO MPAPOAUTEIH
No22 umeer ren BB, kotopsie niposiBuiicst y Ne 16.

9. Ponurenn PomannoBa Kpucrtuna CepreeBHa (mama) u BribopnoB Bnaaumup
BennamuuoBuy (mama). et BreidopaoBa Codwus BiamumuposHa (cectpa) u BribopHOBa

Bacunmna BragumuposHa.

OnpenenuM HaciaeayeMble IPU3HAKU:

LIBeT m1a3: aat+aa=aa;aa;aa;aa. @aktuuecku y Nel7 romybo-3eneHsbie rmasza (aa), y Ne 18 —
ronyosie (aa).

[Bet Bosoc: BB+bb=Bb;Bb;Bb;Bb. ®aktuuecku y Ne 17 et Bosioc TeMHO-pychIii (Bb),
y Ne 18 — TemHo-pycslii (Bb).

IBet koxu: Cct+Cc=CC;Cc;Cc;cc. @axktuuecku y Nel7 cmyras koxa (Cc), ay Ne 18 -
cmyminas koxa (Cc).

BreiBoa: HacnenoBaHMe TNpU3HAKa LBETa Ivla3, I[BETAa BOJOC M KOXKH COOTBETCTBYET
3aKOHOMEPHOCTSIM HAaCJIEJOBAHMS.

ITo pesynpraram aHanmu3a (EHOTHIIOB T€HEAJOTHYeCcKO pomocioBHONW BriOopHOBOM
Bacununasl BraguMupoBHBI YyCTaHOBIIEHO, UTO HE BCE HACJIECTBEHHbIE IPU3HAKU NEPEIaBaTIUCh
10 JIOMMHAHTHOMY T'eHYy. YCTaHOBJEHBI Cllydad, KOTJla PeLecCUBHBIN reH mpeobnanan. Takxke
YCTaHOBJIEHBI OTAENIBHBIE CTy4au MyTalluH I'EH.

B nemsx nmpeanonokeHus ONpeAessiolnX HACIEeICTBEHHBIX NPU3HAKOB Pa3BUTHs poaa
paccMoTpuM uiieHOB ceMbH Nel7 u Nel8.

1. Ecnmu cynmpyru y Ne 17 u 'y Ne 18 Oynyr umeTh TOMMHAHTHBIE T'€HbI

(perorun Ne 17 u Ne 18 uaeHTHUEH):

IIBer rma3: aa+tAA=Aa;Aa;Aa;Aa.

LBeT Bomoc: Bb+BB=BB;Bb;BB;Bb.

set xoxn: Cc+CC=CC;CC;Cc;Cc.

13
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[TpenmonoKuTeNbHO CleAyIoIIee TOKOJIeHHE OyIeT Kaperia3biM, TEMHOBOJIOCHIM M UMETh
CMYTITYIO KOXY.

2. Ecmu cynpyruy Ne 17 u y Ne 18 OynyT umeTs perieccuBHBIE TeHbI (PeHOTHTT

No 17 u Ne 18 upenruuen):

L{Ber m1a3: aataa=aa;aa;aa;aa.

LBeT Booc: Bb+bb=Bb;Bb;bb;bb.

set xoxu: Cct+cc=Cc;Cc;cc;cc.

[TpeamnonoxxuTensbHO ClEAyIolIee IOKOJCHHE OyAeT CBETJIOIa3biM, C OJHMHAKOBOMN
BEPOSTHOCTHIO KaK CBETIIOBOJIOCHIM, TaK U TEMHOBOJIOCHIM U C OIMHAKOBOW BEPOSITHOCTHIO MOT'YT
UMETh CBETIYIO UM CMYIIIYIO KOXKY.

BriBO

B xome Hacrosmiedt paOoThl M3y4deHbl TPUHIUIBIL, METOABl U 3aKOHOMEPHOCTH
HACJIEJIOBAHUS T'€HOB U ONPE/IECTICHHBIX HACIEICTBEHHBIX PU3HAKoB. Ha 0CHOBaHMM 1OJTy4EHHBIX
3HaHUW TpOBEJNEHA MpaKTHUecKas pabdoTa B YaCTU MPOCIEKUBAEMOCTH TIE€HETHUYECKHX
OCOOCHHOCTEH B paMKax MOEW TIeHEeaJorMueckol pOJOCIOBHOM, a Takke CIeNaHbl
IPEINONOKEHHUS] O IIPU3HAKaX, KOTOpble OyJeT Haclle[oBaTh Cienylollee NokoseHue. pyrumu
CJIOBaMH, B paMKax HacTosIIel paboThl OblIN HcciaeayeMbl (peHoTUNHYecKrue mpusHaku. OIHaKo,
3TO TOJIBKO OJJUH U3 KUPIIUYMKOB BCEW HAYKU T€HETUKHU.

Takass Hayka Kak TEHETHKa, W3ydYarollas HAacJIEeJCTBEHHOCTb U €€ W3MEHEHUs,
nepeJaBacMble OT OJHOTO IIOKOJIEHHS K JpPYroMy, II03BOJIIET CBOEBPEMEHHO BBISBISATH
reHeTH4YecKue 00JIe3HH, a TAaK)Ke MOHUMAaTh MEXaHU3Mbl UX BO3SHUKHOBEHUSI M PACTIPOCTPAHEHUSI.
C 1noMOHIbI0 TEHETUYECKUX HCCIEAOBAHMM Bpauyd MOTYT ONPENEIUTh PHUCK pPa3BUTHUS
HACJICJICTBEHHBIX 3a00JI€BaHUI M IPUHUMATh MEPHI Ml UX MPOMUIAKTUKY U JedeHus. pyrumu
cioBamu, 3a0oneBaHue, Onarofaps TeHeTHUYeCKoW MH(OpMalMU, JUArHOCTHPYETCS Ha CTaauu
SMOpHOHA WJIM 32 HECKOJIbKO JIET /IO MOSIBJICHUS CHUMIITOMOB, M BO3MOXKHAa MpO(]HIIaKTUKA U
neyeHue 3a00yieBaHNs HA OCHOBAHUU T€HETHYECKOHN MpeapacnoioKeHHOCTH Ha JTOKIMHHUYECKUX
CTaIusIX.

Takum 006pazom, IMEHHO Takasl HayKa Kak TeHeTHKa COONIOMAeT MPHUHIIUI, KOTOPBIH OBbLT
npoBo3miamieH [unmokparom «Kaxnapiii OONMBHOW 1O Pa3IMUUI0 CIOKEHUS CBOETO TpedyeT

oco0Ooro JieueHus. bone3nrs ogHa u Ta ke. JleunTh Hago He 00JIe3Hb, a OOJILHOIOY.

14
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