CapaToBCKUi roCyAapCTBEHHbIN OTBeTI)I Ha 3aHaHI/Iﬂ 3AKJKYHUTECJIBHOI0 3Tala
MEOMUMHCKUIA YHUBEpCUTET

Mg B. W. Pasymosexoro OauMnuansl mkoJabHuKoB CI'MY um. B.U. PazymoBckoro
1o OHO0JIOTHH
10-11 kaace

Bomnpoc 1. BcraBbTe nponyieHHble TEPMUHBI B CJIeAYIOIIHE MPeII0KEeHUS.

3a ka:kablid NpaBUWILHBIA 0TBET — 1 0as1, Mmake = 20 0aJ/710B
Bo3moikHa 3aMeHa TEPMIHA €r0 CHHOHHUMOM.

1. ®opmupoBaHue kayOHA TPOUCXOAUT HA BEPXYIIKE MOJ3EMHOIO CTOJIOHA 32 CYET
NEATEIIbHOCTH BEPXYLIEYHON MEPUCTEMBI.

2. JIUCTOBBIC MIACTUHKHU CIIOKHBIX JTUCTHEB MPUKPEIUIAIOTCS K PAXUCY.

3. [l'emepoxpomamun — CHOUPAIW30BAHHbBIC, IUIOTHO  YJIOKEHHBIE, HWHTEHCUBHO
OKpallluBa€MbI€ YYACTKU UHTEP(DA3ZHBIX XPOMOCOM.

4. Teopust cumbdbuoceneza — OSTO THUIOTE3a MPOUCXOXKJCHUS MUTOXOHAPUUA U
XJIOPOILJIACTOB OT MPOKAPHUOTUYECKUX KIIETOK.

5. KOMITIOHEHTOM OKHCIUTEIbHO-BOCCTAHOBUTENIBHBIX (DEPMEHTOB SBJISIETCS] BUTAMUH PP
(HUKOMUHOBAS KUCTIOMA).

6. IlosiBneHME TpEXNaaoCTH Y COBPEMEHHBIX JIOMIAACH — IPUMED amasusmos.

7. Ha omnom xonue monekyabsl TPHK Bcerna Haxoaures HyKIeoTHa eyanuH, a Ha IpyroM
TpurieT Hykieotu 0B [IIA.

8. PocT MOAMHYKICOTHIHOM LIETIN IPOUCXOANT B NENMUOUTLHOM TISHTPE pUOOCOM.

9. Okwucienne amMMmMuaka, oOpa3yloUIErocs MpU THUEHUM OPraHUYECKUX OCTATKOB, O
COJIEH a30THOM KUCIIOTHI OCYLIECTBISIOT HUmpuguyupyrouue 0aKTepuu.

10. [Ins nmuaneHTapHbIX MIEKOIUTAOIIUX XapaKTEPHBI areyumaibHble SUIEKICTKY.

11. Y 06ecrmo3BOHOYHBIX, PBHIO, TMPECMBIKAIONTUXCS, TTUIl HeIUYUHOUHBI (AUYEeKIAOHbI)
THUI PA3BUTHUSIL.

12. Tun 6yacTynnbl MIEKONUTAIOLIUX — O1acmoyucma.

13. [lepBUYHBII POT 3apO/IbIIIa HA3BIBAECTCS O1ACMONOP.

14. IIo3BOHOYHBIE KWUBOTHBIE HMMEIOT BHYTPEHHHMM CKEJIET W3 KOCTEM, XpsAllen u
CYXOAHCUNULL.

15. Y pacrenuii HaOmonal0TCS Hacmuu — JNBWKEHHUS TPU JEHCTBUU HEHANpPaBIECHHBIX
pasapaxureriei.

16. B craguto sucomenvt mpodaszsl | mIpOUCXOIUT KOHBIOTAITUS TOMOJOTHYHBIX XPOMOCOM
1 oOpazoBaHHe OMBAJICHTOB.

17. Y3 3apObIIIeBOTO JTUCTKA SHMOOepMbl 00pa3yeTCsl IUTOBUIHAS JKee3a.

18. CxoncTBO B CTPOEHMH TIJa3a Yy MIEKONUTAIOINIMX M TOJOBOHOTMX MOJUIIOCKOB —
IIPUMEP KOHBEP2EHYUU.

19. Koctu Ta30BOro nosica KUtTa — IpuMep pyoumMenmapHsix OpraHoB.

20. B coctaB (hepMEHTOB, OTHICIUISIIONIUX YTIAEPOJ OT MOJIEKYJ OPraHMYECKUX BEIIECTB
BXOJIUT BUTaMUH B (muamun).



Bomnpoc 2. Uto :xe ges1aTh co CBUHbEN? 8 0ai10B

I/Iﬂeﬂ 0 nepecaake 1€JI0BEKY [obasneHne n ynanexune ,/__/“{ﬂh-\

JOHOPCKHX OPraHoB OT KMBOTHBLIX BHTAaJla @ SEllyionetnlol dollifLenic (lonte dll (& \l

peAakTUpoOBaHWA FEHOB CO3aeT \ — |

B BO31yX¢ J0CTATOYHO JAaBHO. O)IHI/IM n3 reHeTUYeCKn U3MEeHEeHHble S //
NOTCHIUAJBbHBIX KAHANIATOB B KNETKN CBUHbM

KHBOTHBIC-JOHOPbI CIICHMUATUCTAMHU ObLiIa

BbIOpaHa CBHHbs. OIHAKO NMPAKTHYECKOE  (2) OHuucnonbsyiorcs ans
nony4yeHua 3M6PHOHOB

BOILIOIIIEHHUE TEOPUH YCIEXOB HE UMEJIO — e
OpPraHu3M  @HalMeHTa  NpUCTynajgd K
OTTOPKCHUIO HOBOI'O OpraHa NNMpakTH4eCKu FeHeTUYeCKK H
MoAnpUUMpOBaHHbIe
C NIepBbIX MHMHYT IOCJe mnepecaaku. Tak @ e e P
MPOJ0JIKAJIOCH A0 TeX IMOP, MOKA He ObLIU B KOHTPONMPYeMO¥i, H
6MorepMeTMYHOM cpeae
H300peTeHbl TEXHOJIOTUHN PeIaKTUPOBAHUSA
reHoMa.
B saunBape 2022 roga kKoMaHaa OpraH u3eniekaeTcs ‘ —
[ @ 13 B3pOCNOW CBUHbLK
Bpaued u3 MeaMIMHCKOr0  LEHTpPa W nepecaxmsaeTcs
YHUBEpPCUTETA Mbpuiienaa nposeJia nauneHTy
onepanuio Mo nepecaake CBUHOIO cepaua
yesoBeky. Um oka3zascst IaBun benner (57 MauMeHT GOMIKEH NPUHMMAT :
WMMYHOJenpeccaHTbl, 4Tobbl
JIeT) U Takoe cepaue mpopadorano y Hero ®) sl iban e -. E
0KO0JI0O 2-X MecsilieB, MOTOM ObliIa HOBOTO OPraHa OpraHM3Mom i

npoBe/eHa Noxoxkas onepanus Jlopency

®ocerty (58 seT). VI CHOBA HOBOE CEPILIE | omnnsiiuen urore v Yisepeurera Mopmensa, Ny EIEIE

yCHelIHO NpPopafoTajio npuMepHo 6 Heleslb. K coskajleHuio, 00a NalMeHTa NOruG/Iu, HO

UX GecleHHbII ONBIT OyJeT YUTeH B JajbHeiileM NpH KOPPeKIUH NPouedyphbl MepecaKu.
Kak BbI Jymaere, KaKHe M3MEHEHHs] B FeHOMe CBMHbH HE00XO0IMMO NPOU3BECTH,

4TO0BI ceJaTh ee cep/le MPUIOAHbIM 1A Iepecaaku YeaoBexy. Hazosute ne menee 4-x

U3MEHEeHMU.

Otsert:

Heo0xoaumo mpou3BeCcTH CAeAyOUIYI0 KOPPEKIUIO0 CBUHOTO F€HOMA:

1. I3MeHuTh HaOOp T€HOB, KOAUPYIOIIUX OCJIKK Ha MOBEPXHOCTH KJIETOK CBUHBH, YTOOBI
MMMYHHas CUCTEMA YeJIOBEKAa HE BOCHPUHHUMAJIA UX 3a YY’KHE U HE Pa3BUBAJIOCh OTTOP)KECHHUE.
Hanpumep, HykeH reH moBepxHOCTHOro rimkonporenHa CD47, CylecTBEHHO CHHKAOLIETO
PHUCK OTTOPKEHUS.

2. B opranusme cBUHBM pabOTaIOT HEKOTOPHIE (PEpMEHTHI, OTCYTCTBYIOIINE y MIPHUMATOB
u denoBeka. Hampumep, ecth depmentsl  ambda-1,3-ramakroza wu  Oerra-1,4-N-
arleTHiTaNakTo3aMuHuITpancdepaza. UtoObl caenaTh TpaHCIUIAHTAT MPUTOAHBIM  JJIs
UCIIOJIb30BAHUsA, TaKW€ TE€Hbl HYKHO BBIKIIOYWTh. ECTh chnenualbHble JIMHUM CBUHEH C
BBIKJTIOYCHHBIMU OJTHUM WJTU Ta)K€ TPeMs TT0JOOHBIMH T€HAMH.

3. biokupoBaTh IreH pocTa Juisl MPEAOTBPALEHUsI U3MEHEHUH pa3Mepa MepecaX€HHOro
CepJla B MMALIMEHTE B TEUECHUE KU3HU.

4. Mzpare n3 JAHK cBuHEH MOCIENOBATEIBHOCTH HYKJICOTHIOB, IPUHAJICKALIUE
CBHHBIM BHpYyCaM W BCTPOEHHBIM B CBHHOUW TI'€HOM, TaK KaK 3TH BHPYCHI MOI'YT IOBPEIUTH
YEJIOBEKY, ITONIaB K HEMY B OPTraHN3M BMECTE C IIEPECAKEHHBIM CEPALIEM.



Bomnpoc 3. Pemnre 3axa4y. 9 6aai108

B oaHoil M3 (ppaHIY3CKUX NONYJISAUMH YaCTOTHI PACHPOCTPAHEHHM aJljiesiedl Py
KpoBu cucteMbl AB0 pacnpeneiieHbl cieayomuMm odpasom: amuteab 12=30%, amienn
IB=6%, a anean i'=64%.

1. Hocyuraiite yacToThl (B %) BCEX BO3MOKHBIX F'€HOTHUIIOB IO JAHHOH Trpymme
KPOBH B 3TOii MOMYJISIIIUN.

2. Ilocuuraiite 4acToThl (B %) BCEX BO3MOKHBIX (DEHOTUIIOB B ITOM MOMYJISIIIUU 110
rpynmne Kposu cucrembl AB0.

3. Kak BbI Aymaere, ¢ 4eM CBSI3aHA TaKasi HU3KAasl 4acTOTA BCTPEYAeMOCTH aJLIeJIst
I* (18%) B unamiickoi monyasimuu? IIpuMuTe BO BHUMaHHe TOT (PaKT, YTO A-aHTHIEH
MOXO07K 10 CTPOCHUIO HA AHTUI'eH BHPYCAa YEPHOIl OCIIbI.

Population Number AlieleFeequency |
0 A B
American 20,000 b7 200 T
French 10,433 64 30 6
Japanese 29,799 55 28 17
African 1,538 aF 22 3
Hindu 2.357 55 18 26

OTBert:

Iycrs 12 6yaer p, anaens IB 6yner ¢, annens i’ Oyaer r.
CoOTBETCTBEHHO 4acTOTHI ajieneit oyayt: p=0,3, g=0,06, =0,64.
Hcnoan3yem 3akon Xapau-Baiin6epra ais 3-x Heu3BecTHbIX: (p+q+r)*=1
PasBopaunBaeM Gopmyiy: (p+q+r)’=1, monydaem: p>+q>+r’+2pq+2qr+2pr
[MToacraBisieM 3HAYCHHS YaCTOT aJlICIICi:

0,32 + 0,062 + 0,64 + 2x0,3x0,06+ 2x0,06x0,64 + 2x0,3x0,64 =
=I1A120,09 + IBIB 0,0036+i%°0,4096+ IAIB 0,036 + 1Bi®0,0768 + 14i°0,384

% 9 0,36 40,96 3,6 7,68 384

[ATA IB[B i%° A8 IB1° 41

1.

TEHOTHIIbI
2. ®enotunsi: 1(0) = 0,4096 = 40,96%

II(A) = 0,09+0,384 = 0,474 = 47,4%

HI(B) = 0,0036+0,0768 = 0,0804 = 8,04%

IV(AB) = 0,036 = 3,6%
3. Huskas wactora BeTpedaeMoCTH aiviens [4 cpeau HHIycOB OOBSICHIETCS TEM, YTO JIFOIH CO

II(A) rpynmoii KpoOBM MEHEE YCTOMYMBBI K UEPHOI1 OCIIE.



Bomnpoc 4. 3aragounslii cixy4aii ¢ cuagpomom layna. 12 60a/uioB

Y Mos0abIX 30pOBBIX poaMTesiell ecTh JBa 310pPOBbIX peOeHka: nouka (13 Jert) m
coiH (10 jser). Ux Tpermii pe0eHOK, rog0Bajblid CbIH, POAMJICA ¢ cuHApomMoM JlayHa.
Cembsi o0paTHiiach K MeIUIIMHCKUM TeHETHKAM 32 00bsSICHEHHEM NMPUYHMHbI MOSIBJIEHUS
peGeHka ¢ Takoi martoJiorueii. BbU10 yCTAaHOBJIEHO, YTO KAPUOTHUINBI OTHA W 30POBBIX
JeTeil HOpMAaJibHbIe, a Y MaTepu Obli1a oOHapy:keHa PoOepTcoHOBCKasi TPaHCJIOKAIUSA,
NPHU KOTOPOii MPOMCXOAUT 00beuHEeHUE ABYX XpomocoM u3 rpynn D u G B oaHy, Kaxkaas
W3 HHUX TepsieT KOpPOoTKoe p-miedo. Kpome TOro, mpm Takol TPaHCJIOKAIUM HET
H3MEHEHHUSI TeHeTHYEeCKOro 0ajiaHca, MO3TOMY 4YeJOBeK C MOJ00HOH MyTaunued HMeeT
HopMaabHbI (penorun. Kapuorun marepm: 45, 14 142! 21 0, rae 45 — obuiee 4mciao
XpOMOCOM B Kapuorune, 14 u 21 — Homepa XxpoM0oCOM, ¢ KOTOPHIMH NPOU30ILJIA MYTAIU),

OTBeThTE HA BONMPOCHI:

1. Hanummure KapuOTHUIIBI pOaUTENel (yKa3aB YUCIO U HOMEP XPOMOCOM, KaK B YCIOBUU
ATOM 3aJjauu), YMUCIO U COYETAHHE XPOMOCOM B raMeTax, KapUOTHUIIbI JETEH, UCHOb3Ys MpU
HaIMCAaHUU MTPUBBIYHYIO T€HETUYECKYIO CXeMy Opaka.

2. Onpenenure TEOPETUUECKUI PUCK POKICHUS CIIECTYIONIET0 O0JLHOTO peOeHKa.

3. K kakoMy TuIly MyTalllii OTHOCUTCS IaHHAsI aHOMaJus?

4. Kak BBl aymaere, moueMy Yy Hocureneii PoOepTCOHOBCKON TpaHCIOKAIMK HE
MIPOMCXOUT HAPYIICHUs TeHETHIECKOTO Oamanca?

OTBeT:

1. 'eneTnyeckas cxema Opaka:
P: Q 45,1414%1210 x J 46,14142121

F1: 46,1414%12121 45,1414210 46,14142121 45,1414%'210
Cunnpom /layHa seTayibHasi 3UuroTa HOpMa HOpMAa
npu cOaaHCUPOBAHHOM
TpaHCJIOKaIUU

2. Puck poxaenunst Oynet 33,(3) %

3. Tpancnokanys 3T0 XpOMOCOMHAsI My TaIus

4. B p-ruiede aKpOLEHTPUKOB HAXOAUTCA KpPaWHE MaJl0 T€HOB, MO3TOMY MX yTpara He
CKa3bIBaeTCsl Ha PEHOTHIIE.



Bomnpoc 5. EcrecTBeHHBI 0TOOP B AelicTBHH. 8 0a/1710B

Ilepen BamMm KapTta pacnpocTpaHeHMsi MaJsApuiiHOro miasmonusi Plasmodium
falciparum. On BbI3bIBaeT HaHOOJIEe ONMACHBIN BUJ MAJISIPUM — TPONMYECKYH) MAJISIPHIO,
HEepeaKo MNPUBOASIIYI0 K MepeOpPajbHBIM OCJIOKHEHHMSIM W CMepTH 3a00JieBIIEro
yejioBeka. Oco0eHHO TSKeI0 MEePEHOCT 3TOT THII MAJSIPUU MaJIeHbKHUeE IeTH.

IR o KON , ]
{ L~

A Ha 3TOll KapTe NOKa3aHA 4YacTOTa BCTPE4YaeMOCTH JIOeil ¢ CeprnoBHIHO-
KJIETOYHOIl aHemueil. Ilpy 1aHHOM ayTOCOMHO-pelecCHBHOM 3a00J1€BAHMHU, Y YeJ0BEKa
(¢opmupyercsi aHoMaJbHbII remor;100ud HbS, n3-3a KoTOporo 3puTpounTHI NPUHUMAIOT
¢popmy mnoaymecsina, He MOrYyT HOPMAJIBHO MEPEHOCHTH KHCJIOPOA IO MEJKHM
KANMJLISIPaM H NpPeKIeBPeMEeHHO Pa3pyLIATCs B IIeYeHH.

Births with
sickle cell anaemia
per 100,000 births
(2015)
mo
B 1-I5
26=50
51-100
101250
B 251-500
B 501-1.000
i | 1.001-1.659
Er MNA




OTBeTbTE HA BONPOCHI:

1. Kakue reHoTunsl OYyIOyT MOAJEPKUBATHCA ECTECTBEHHBIM OTOOpPOM B oOdYarax
TPONUYECKOU MAIIAPUN?

2. Kakoii BHJ] €CTECTBEHHOTO O0TOOpa OyAeT MOMIepPKMBATh TaKyH0 3aBEOMO BPEIHYIO
myTaruio? [1o kakoi npuymHe 310 OYJET MPOUCXOIUTH?

3. Ilouemy myTanTHas ¢opma resa remorsioouna HbS He pacmpoctpanunachk B Ipyrux
MOMYJISINUAX U MOAACPKUBAETCA HA HU3KOM yacToTe?

4. Vicnonb3ys 3HaHUS O KU3HEHHOM LIHUKJIE MAISPUUHOTO Mapa3uTa, 0ObSICHUTE, OYEMY
JroaM, coaepikaiue amiens HbS Menee Tsxkeno mepeHocAaT TpPOMUIECKYI0 MaJISIpHIO.

OtBeTbI:

1. B ouarax Tpomuyeckoid Maisipuud OTOOPOM OYAYT HOAAECPKUBATHCS TE€TEPO3UTOTHI
HbA/HDS, Tak kak y 3THX J10Jeil HE BCE KOJIMYECTBO IPUTPOLIMTOB 3ANOJHAETCS aHOMAJIbHBIM
reMOIJIOOMHOM U Ha KauecTBE JKU3HHM 3TO OCOOBIM 00pa3oM He CKa3blBaeTcs. /JJoMHMHAHTHBIE
romo3urotel HbA/HbA OoneroT Mmanspueld TsDKEO M MOTYT HE BBDKUTH. PelieccuBHBIC
romo3urotel HbS/HbS Takke MoryT He BBDKUTH, HO 10 MPUYHMHE TUIOXOTO CHAOKEHUSI TKaHeH
KHCTIOPOJIOM H3-32 aHOMAJIHH (POPMBI SPUTPOIIUTOB.

2. Takyro myranuioo OyAeT HoAAepkKHUBaTh ABMXKYyIIas (opMa €CTECTBEHHOTO OTOOpA.
JUis Hero Ba)KHEE COXPAHUTh OOJBIIMHCTBO OCOOEH B MOMYJSLUU TMEPEN JIMLOM pealbHOM
OIMAaCHOCTH — BO3MOKHOCTBIO 3a00J1€Th MaJIsIpUEH.

3. MyrantHass ¢opma rexHa remorioouHa HbS He pacnpocTpanunace B JIpyrux
MOMYJSIIUSAX U TOACPKUBACTCSI HA HU3KOW YacTOTE, TaK KaK CEPHOBHIHOKICTOYHAS aHEMMUS
omacHass 0ONie3Hb W B PErHoHax, I/I€ HET TPOMUYECKOW MaJsipuH, €CTECTBEHHOMY OTOOpPY
HEe3a4eM TMOJIEPKUBATh BHICOKYIO YaCTOTY MYTaHTHOTO aJlIesl.

4. Tak xak aHOMaJbHBIE IPUTPOLIUTHI OBICTPEE pa3pyLIAtOTCs B MIEYEHHU YEJIOBEKA, 4acTh
[Iapa3sUTOB HE YCIIEBAET 3aBEPLUIUTh JKU3HEHHBIN LMK (IPUTPOLUTAPHYIO MIM30TOHUIO). [
Pl. falciparum HeoOXOOUMBIM YCIIOBUEM PA3BUTHUS B IPUTPOLIUTE SIBJISETCS BO3ZMOXKHOCTH €0
OCTAHOBKU B MEJIKMX KalWJUIApax rOJIOBHOTO MO3Ta, HO aHOMaJlbHbIE IO (OPME IPUTPOLIUTHI
HE MOTYT BBIIETISITh CIICIIMATbHBIBIE O€JIKH, CBS3BIBAIOIINE SPUTPOIIHUT C IHIOTEINEM COCY/I0B.



