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3AJTAUU ITO MOJIEKYJIIPHOM MEJUIIMHCKOW T'EHETUKE
NJISI CTYJIEHTOB MEJJUKO-BUOJJOTHYECKHUX
CHEIUAJBHOCTEN

B.H. 3unoBLeBa

Bonarorpaackuii rocyaapcTBEHHbIN MeIUUMHCKUHN yHUBepcuTeT, Bonrorpan, Poccus,
e-mail: vzinovjeva@yandex.ru

B pabore npenicraBieHsl HOBBIE 3aJa4H 110 MEANIIMHCKOM TeHETHKE, HEOOXOIMMOCTD pa3paboTKN KOTOPBIX
BO3HHMKJIA B ITOCIIETHHE TObI B CBS3H C yCIIEXaMH B M3y4eHHN T'eHOMa YesloBeKa. 3aiaaqn no merogam JJHK-
JMArHOCTHKH M Ha 3HAHNE COBPEMEHHOH HOMEHKJIATYpbI TeHHBIX My TaIMii MOTYT CLIOCOOCTBOBAT JIyUIlIEMy
TTOHUMAaHHIO 3THOJIOTHH MOHOTEHHBIX 3a00JI€BaHHUI U MOAXOJO0B K MX BBISABICHHIO, a TAKXKE Pa3BUTHIO y
CTY/IGHTOB HaBBIKOB pabOTHI C HAYYHOW T€HETHUECKOU JINTEPaTyPOi.

KutioueBble cj10Ba: mpenogaBaHie MEIUIIMHCKON reHeTHKH, 3anaun, JJHK-nmuarnoctiuka, HoMeHKIaTypa

TE€HHBIX MYTalUH.

VYenexu B UCCIIEIOBAHUM T'€HOMa YEJIOBEKA
TTO3BOJIAJTA BHECTH KOPPEKTHUBHI B IIPOTPAMMYy 00Y-
YEHUs1 MEIMLIMHCKON FEHETUKE CTYAEHTOB BBICILIEH
LIKOJIBI, IPEBPATHB ATy TUCIUIUIMHY B Pa3/eil MOJe-
KyJISIpHOM MeIULMHBL. B mocnennue roasl co3aanbl
FEHETHYECKUE TEXHOIOTMH, KOTOPBIE CIIYKaT IS
BBIBIICHUS BapHuannuid B cTpykType reHoB (JIHK-
IarHocTuka). KImmHU4IeCcKuMH TTPUITOKEHUSIMHU
ATUX TEXHOJOTUHN CTAJU MOITBEP>KIA0IIAS U TIPe-
CUMIITOMATHYECKAsl TUArHOCTUKA HACIIEACTBEHHBIX
OoJie3Hel, IpeHaTaibHas U NpeAUMILIaHTAINOH-
Has JUarHOCTUKA, JUArHOCTUKA I'€TEPO3UTOTHOTO
HOCHUTENBCTBA M (HapMaKOIOTHUECKUX PEaKIIH
(I'marep, 2003; boukos, 2005). IIpoBenenue re-
HOIMATHOCTUKH BO3JIAraeTcsi, MPEkKIe BCETO, Ha
BBIITYCKHUKOB METUKO-ONOJIOTHYECKHX (haKysIbTe-
TOB MEAUIIMHCKUX YHUBEPCUTETOB, MOIYYAOIINX
CIEIUAIbHOCTh «Bpad—1a00paHT—OHMOXUMUK
" «Bpad—J1abOpaHT-TEHETHK». B CBSA3M ¢ 3THM
B XO7I¢ MPETOIaBaHUS MEIUIIMHCKONW TCHETHUKHU
CTYJICHTaM MEIUKO-OHUOJIOTHYECKOTO (PaKyJIbTeTa
Bonrorpanckoro MeAUIIMHCKOTO YHUBEPCUTETA
oco00oe BHUMaHUE YIESETCS U3yYCHHIO MOJIe-
KYJIIPHO-T€HETUUECKUX METOAOB, a AJIS JIy4IlIEero
VX TIOHWMaHHUs pa3paboTaHbl HOBBIE 3a7a4H, HE
BXOJISIIIIME B CYIIECTBYIOLIUE CETOAHS y4eOHbIC
nocobusi. Hekotopbie u3 3aja4, UCIOIb30BAHUE
KOTOPBIX Ha MPAKTUYECKUX 3aHATHUSIX 10 MEAUIIUH-

CKOH TCHETHKE B CYIICCTBEHHOW CTETICHH OyIeT
3aBHCETh OT OCOOCHHOCTEH JIEKIIHOHHOTO Kypca
u MGTOIIH‘ICCKOﬁ 6331:1, npeajaracM BHUMaHUIO
YUTATEIs.

3apaum no meronam JJHK-a1uarnocrukn

Ha nmpaktudeckom 3ansatum mo teme «More-
KYJISIPHO-TEHETUYECKHE METObl MEIUIIMHCKON
TEeHETUKW» CTyJEeHTaM NpeAsiaraloTcs 3a1adu Io
Meronam JIHK-nuarnoctuku, kak npsMoi, Tak u
KocBeHHOU (3uHOBBeBa, 2000). B mepBoM cirydae
BBI3BIBAIOT MHTEPEC 3a[JadM, MO3BOJISIOIINE IPO-
BEPUTH NMMOHUMAHUE CTYJEHTAaMU OCOOEHHOCTEH
CeKBeHUpOBaHHs 1Mo MeTony CoaHrepa, a Takxke
METO/1a BBISBJICHHSI TEHHBIX MyTallUi C TOMOIIBIO
PECTPUKIIMOHHOTO aHAIN3a.

3apaua 1. Ilo masHBIM drIeKTpOdoOperpamMm
(puc. 1), TOTy9eHHBIX TIPH TPOBEIACHUH CCKBEHHU-
POBaHUs yJacTKa reHa AUCTPO(HHA Y 3I0POBOTO HH-
JMBW/IA (2) M Y TIAIIMEHTA C MBIILICYHON AUCTPOQHEH
[roenna (6), ycTaHOBHTE: ) TOCIIEI0BATEBHOCTD
HYKJIEOTH/IOB B 9TOM y4YacTKe B HOPME U MPH MaTo-
Joruu; 0) TUI MyTalUK HaTOJIOTMYECKOTo I'eHa.

Pemenne. IlocienoBarebHOCTh HYKIIEOTH-
JIOB JaHHOTO ydYacTKa y 3I0POBOTO MHIAWBHIA
ACGAGACTGAATTCGTA, y nauuenra —
ACGAGACTGAATCCGTA. Ilpousonuta myta-
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LS 3aMEHBI HYKJICOTH/IOB (TUMHUH B MOJIOKEHUH
13 3aMeHeH Ha ITUTO3WH).

3anaua 2. [Ipoananusupyiite nocieqoBareib-
HOCTH HYKJIECOTHJIOB, ONPEJECICHHBIE B IPEIbI-
Iyel 3agade, UCMONMb3ys JUIsl 3TOTO TaOJHUITy C
caifTaMu pecTpPUKIINH Psijia SHOHYKIIea3, KOTOpbIe
3aBEIOMO OTCYTCTBYIOT B JIpYTHX y4YacTKax HC-
cienyemoro ¢parmenta JJHK. Ilpeanoxute eme
OJIVH CITOCO0 TMArHOCTHKHY 3200J1eBaHNs (TOMUMO
CEKBCHUPOBAHHUS), €CJIM BBISBICHHAS MyTalus
SBJISIETCS MaYKOPHOM (CaMOii pacTipOCTPaHEHHOM B
JTAHHOM TOMYJISAINH), pacCTOSHUE JI0 Hee OT Ipa-
Boro koH1a pparmenta JJHK cocrasnsier 160 m.H.,
OT J1eBOro koHna — 210 m.H.

Pemenue. B nocienoBaTenbHOCTH HYKIEOTH-
JIOB 3I0POBOTO MHAWBH/IA €CTh CAaUT PECTPUKLIH
JUIsl pecTpukTassl EcoRI; myTanus OpUBOIUT K
€ro Mcue3HoBeHHuio. B aTom ciydae mocne mpo-
BEJICHUSI PECTPUKIMHU Ha 3JeKTpodoperpaMme B
HopMe Oyner oOHapyxeHO nBa ¢parmenta JJHK
pasmepom 160 u 210 n.H., Ipy NaTOIOTUU — OIUH
(dparment pasmepom 370 m.H. Eciim aTa MmyTarus
SBIISIETCSI MAKOPHOW B TIOMYIISIIIMNA, METO/ PECT-
PUKLIMOHHOTO aHaJN3a YKOHOMUYECKH BBITO/IHEE,
YeM CEKBEHHPOBAHUE.

TaOnuia caiiTOB peCTPHUKITHH

Pecrpukraza CaliT pecTpuknuu
BamHI G|GATTC
Mspl ClCGG
EcoRI G|AATTC
Alul AGC|T

Kocsennrie metoasl JJHK-muarnoctrku 60-
Jiee CIIOXKHBI I YCBOCHUS CTYJEHTAMH, OTHAKO
TMIOHUMAaHNE WX CYTH IOMOXET B JallbHEHUIIIeM
MIPU U3YYCHUHM METOJa KapTHUPOBAHUS I'€HOB Ha-

CJIEICTBEHHBIX 3a001eBanuii. [IoHATHE KOCBEHHOM
JAHK-anarocTuku cBs3aHO C HOHATHEM I'€HEeTHYe-
ckoro JIHK-mapkepa. B mupokom cmbicie JJHK-
MapKepbl — 3TO YYaCTKU I'€HOMA, BBISBIISIEMbIE
KaKHUM-TTHO0 00pa3oM U MPEICTABIISIONTHIE TIPSIMOI
WJIA KOCBEHHBIN HHTEpEC IS uccienoBanus. Ecin
nono6pars noumopdHsiit JIHK-mapkep, cieruien-
HBIH C HHTEPECYIOIINM HCCIIE0BATENs TEHOM, TO
BO3MOXKHBI CITy4au COOTBETCTBUS OIPEICICHHBIX
BapuantoB JIHK-mapkepa onpeneneHHbIM BapHaH-
TaM U3y4aeMoro resa. TecHoe clLerieHre MapKepa
C U3y4aeMbIM F'€HOM 03HAYaET, YTO OHU KaK EANHOE
1eJI0e MepeIatoTCs TOTOMCTBY U, CJI€I0BATENbHO,
AQHAJIN3UPYsI MapKep y YWIEHOB POJOCIOBHOM, MOX-
HO MPOCIEIUTh HACIECOBAHUE B PSIY MOKOJICHUI
BapHUaHTOB I'eHa, BRI3BIBAIOIINX 3a00seBanue. [Ipu
3TOM 3NeKTpooperpaMMy MapKEpHBIX YIaCTKOB
JHK oT xaxa0ro u3 4jieHOB POJOCIOBHOMN MTOMe-
IIAOT 0] 3HAUYKOM POIOCIIOBHOM, COOTBETCTBYIO-
UM TOMY YJIEHY.

3anaua 3. Ha puc. 2 npuBeneHbl poJoCIOBHAs
CEMbH C ayTOCOMHO-JIOMUHAHTHBIM 3a00JIeBaHUEM
u pesynbrarsl kocBenHor JIHK-auarnoctuku. ['en
3a001eBaHNUs UMEET TOJHYIO0 TEHETPAHTHOCTD,
0oJie3Hb MaHU(ECTHPYET B pa3HbIe CpokH. KakoB
TUI TOAMMOpP(dH3Ma HCCIIeI0BaHHOTO Mapkepa?
C xakuM BapHaHTOM MapKepa CIEIUIeH TeH 3a00-
neBarus? MoxkeT 1 3a001eBaHIe TIPOSIBUTHCS Y
3I0POBBIX HHAWBHOB 3-TO TIOKOJIEHHS POIOCIOB-
HO#? [louemy maHHas poI0CIIOBHAS PUTOTHA TS
nposenenus kocBeHHoi JJHK-nuarnoctuku?

Pemenne. MccnenoBan MUKpPOCATEIUIUTHBIN
mapkep — ¢parment [JHK, umeromuii paznoe
YHUCJIO HYKJICOTHAOB (BO3MOXKHO, KOTIHH JTHHYK-
JICOTUIHBIX MTOBTOPOB). [TockombKy y wieHos 11 mo-
KOJICHHS POJ0CTIOBHO Mapkep pazmepom 210 m.H.

1

«— 210 n.o.
«— 206 n.o.
— | «— 202 n.0.
— — = +— 198 n.0.

+— 194 n.o.
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oOHapyxuBaetcsi Tosbko B JIHK GonpHbIX (710-
poxku 4, 6), MOKHO CHenaTh BBIBOJ, YTO I'€H
3a0o0neBaHud cueruieH ¢ HuM. bonsasble B [11 moko-
JIeHUH (IOPOXKKHU 1, 3) IOTyUHIIN MapKep BMecTe
C IIaTOJIOTMYECKUM T'€HOM OT CBOEro OO0JILHOTO
orma. bonpHOM Opar oTmHa Takke MMEeT MapKep,
KoTOpHIN oH niepenan ceiny (111-4), Ha naHHBIH MO-
MEHT 3710poBoMYy. [I0CKONBKY BMECTE ¢ MapKepoM
unguBup [11-4 yHaciaenoBan narooruuecKuii ret,
3a0oJIeBaHue MTPOSIBUTCS y HETo mo3iHee. aanBug
III-3 me yHaciemoBan BapuaHT Mapkepa, CIIEeI-
JICHHBIN ¢ TeHOM 3a00JIeBaHus, U B OyyIIeM 3TOH
narosyioruei He 3a0oneet. PogocioBHast mpurogHa
JUTSL TUATHOCTHKH, TIOCKOJIbKY POIUTENN OOTBHBIX
JIeTell He UMEIOT OJUHAKOBBIX aJUIeNIed MapKepa,
T. €. coOMroIaeTcs 00s3aTeIbHOE YCIIOBUE KOCBEH-
HOM JMarHOCTHUKHU — T'€TePO3UTOTHOCTh BEYIINX
YJICHOB POJOCIIOBHOM 10 MapKepy.

3anaua 4. PonocioBHasi ceMbH U PE3yIbTATHI
kocBeHHol JIHK-muarnoctuku X-crermieHHOro
perieccuBHOTO 3a00JIeBaHUS IIPUBE/ICHBI Ha PUC. 3.
B xozne nuarnoctuky npoBeieHa peCTPUKLIUS aMII-
mudurmposanHoro ¢pparmenta JIHK pectpukrazoit
BamHI. K10 13 4JICHOB CEMBbU SIBJISICTCSI HOCUTEIICM
natojorudeckoro reHa? C KakuM BapuaHTOM Map-
kepa oH creruieH? Komy u3 nouepeii moHaao0uTcs
B Oymymiem npenaranbHas JJHK-nquarnocruka st
BBISBJICHUS HACJICACTBEHHOM MATOJOTHM Toda?
UeM MOXKHO OOBSICHUTH BOSMOYKHOCTD OIIIMOKH TIPH
JHMAarHOCTHUKE 3a00JIeBaHUS TUM METOIO0M?

Pemenue. CbIHOBBSI B CEMbE MOTJIIN yHAcHe-
JIOBaTh MATOJOTHYECKUN T€H TOJIBKO OT MaTepu,
KOTOpasl SIBJSICTCSl FE€TEPO3UTOTHOM HOCHUTEIbHU-
rieit. Cyps 1o anmektpodoperpaMMe, OHa UMEeT Kak
pa3pe3aeMblil peCTPUKTA30i MapKepHBIN (hparMeHT
JHK, tak u nepaspesaemsriii (I1JJP®-nmomxmmop-

O ]

. hh 0005

2 3 5 6 7

«— 216 n.o.
+“—— 166 n.o.

«—— 50n.o.

123 456 7 8 9

Puc. 3.

(husm mapkepa). ChIHOBbBS YHACIIEIOBAIN TICPBBIi
BapHaHT MapKepa, 3HAYUT, UMEHHO C HUM CLIETIJIEH
reH 3a0oneBanus. Bee moyepu yHacienoBaium oT
oTia X-XpoMOCOMY € pa3pe3aeMbIM PECTPUKTA30M
MapKepOoM, HO TOJIEKO YETHIPE U3 HUX TTOTYIHIH OT
MaTepH TaKoH ke BapuaHT MapKepa, a C HUM U T'eH
3a0oneBanus. [loatomy B OynyiieM UM MmoKa3aHa
MpeHaTajdbHasg T€HOAMArHOCTHKA JJIs pelIeHUs
BOTIpOCA O Iepejiaue maTojI0rHu ChIHOBbsIM. OHa
nmoub (I1-5) He yHacnemoBana oT Marepu BapuaHT
MapKkepa, ¢ KOTOPBIM CIEIJIeH TeH OOJe3HH, ee
CBIHOBBSI OyyT 3110pOBBbI. BO3MOXKHOCTH OIIMOKK
CBSI3aHA C BEPOSATHOCTHIO HAPYLICHMSI CLIETIIICHUS
MEXTy TeHOM M MapKepoM, €CIIN PACCTOSTHIE MEXK-
JTy HOIMU HEJJ0OCTaTOYHO MaJio.

3apaua 5. IIpoananusupyite poaoCIOBHYIO
CEMBH C ayTOCOMHO-PEIECCUBHBIM 3a00JIeBaHIEM
U dIeKTpodoperpamMmy, IpUBe/ICHHbIE Ha puc. 4.
Kaxoit Bung JJHK-muarnoctuku nposenen? Ka-
KOH THI MOTMMOp(hHU3Ma UMEET MCCIEAOBAHHBIN
dparment JJHK? MoryT nu ponuthcsi OOJbHBIC
Jeru, ecnu keHiiuHa IIl mokoneHus: BCTYNUT B
opak ¢ xky3eHoMm III-1 (B cembe ee marepu u nena
CO CTOPOHBI OTIIA CITy4yau 3a00JI€BaHNs HE U3BECT-
Hb1)? KakoB mporHo3, eciiu Opak OyAeT 3aKiIodeH
¢ ky3erom III-2?

Pewenne. IIpoBenena xocsennas JJHK-nuar-
HOCTHKA. Pa3Mep mMapkepoB BapbHpYeT, OTINYHE
COCTaBJISIET HECKOJIBKO TTap HyKJIEOTHUIOB, UTO YKa-
3bIBACT HA MUKPOCATEIUTUTHBIA TUII IIOTIUMOP(U3-
ma. C 3a0oseBaHMEM CIEIMJICH BapuaHT MapKepa
pasmepom 190 m.H. Y GONBHOTO OH HAXOIUTCS B
TOMO3HTOTE, POJAUTENH OOJBHOTO T€TEPO3UTOTHEI
0 ATOMY BapHaHTy MapKepa ¥ 0 CIETITICHHOMY C
HUM TeHy. OfHy KOITHIO STOTO BapHaHTa MapKepa
MMEIOT Takke wieHsl popocioBHoil III-1 u 111-4,

— — — o e o - <«— 190 n.H.

= == 180 n.h.
« 164 n.H.
— | «— 158 N.H.
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3HAYUT, OHU TETEPO3UTOTHBI 110 F'eHY 3a00JICBaHHS;
B WX Opake BEPOSITHOCTh POKIACHHS OOJIBHOTO pe-
Oenka cocraBut 25 %. B Opake unauBunos I11-4
u lII-2 et OyayT 370pOBHI, TOCKOIBKY MHIUBU
I11-2 me yHace0Ball BApUAHT MapKepa pa3MepoM
190 11.H. ¥ MaTOJIOTUYECKUI T'eH.

3agayu HA 3HAHHE HOMEHKJIATYPbI
TeHHbIX MyTaluii

Pesynwrarsl JIHK-nuarnoctukuy oTpaxkarorcs B
3aIMUCSAX TEHOTHUTIA TIPOTECTUPOBAHHOTO HHINBHUIA.
Jly1 3TOTO HCTONIB3YIOT OOIENPUHATYIO HOMEH-
KJIATypy T'€HHBIX MyTaiui yenoseka (Miapuon-
KUH U 1p., 2002). 3HaKOMCTBO ¢ HOMEHKJIATypOH
MTOMOXET CTYIEHTaM TPH H3yYEeHUU STHOJOTHH
HACJICIICTBEHHBIX 0OJIE3HEH U MpH paboTe ¢ Hayd-
HBIMH ITyOJIMKAIIMSMU 110 MEAMIIMHCKON TCHETHKE.
Ha mpaxtuueckux 3auatusx mo teme «OoOmas
XapaKTEPUCTUKA TCHHBIX OOJIC3HEH: ATHOIOTHS U
MEXaHU3MBbI TIATOTEHE3a» MBI IpeJIaraeM 3aaqH,
MIPH PEIIEHUH KOTOPBIX CTYACHTHI JOJKHBI TAKKe
BCIIOMHHUTH OCHOBHBIE 3aKOHBI HaceAoBaHus (3u-
HOBbeBa, 2007).

3anauya 6. Y uHAuBUAA B TEHE OIHON U3 XpO-
MocoM oOHapyxkeHa 3kcnancust CAG-moBTopa
HaunHasi ¢ 234-10 HYKIICOTH 1A (MX YUCIIO IOCTHUTIIO
104). B 10-m xomone (ACG) Takoro ke reHa TOMO-
JIOTHYHOM XpOMOCOMBI a/ICHWH 3aMEHEH Ha T'yaHHH.
3anuuiMTe MyTalyuy COrIaCHO OOIICTIPUHSITON HO-
MeHkJarype. K kakoMy THITY HX MOYKHO OTHECTH?
Ecnu ren oTBeuaeT 3a ayTOCOMHO-PELECCUBHOE
3a0oJeBaHue, IPOSIBUTCS JTU OHO?

Pemenue. [234(CAG)104 + 28A — G].

[lepBast MmyTarusi OTHOCUTCS K CTPYKTYpPHBIM
TCHHBIM MyTaIusIM (M3MEHEHUE 3aTPOHYJI0 OoJee
JBYX HYKJICOTHJIOB), BTOpasi MPEACTaBIsIET cOO0M
TOYKOBYIO MYTAalIMIO 3aMEHBI Mapbl OCHOBAHUM.
3aboneBaHue MPOSBUTCS, TAK KaK 00a ayuiess reHa
MYyTHPOBAITH.

3apaua 7. B npuBeneHHON HIDKE TTOCIIEIOBA-
TEIBHOCTH OJHOTO W3 TE€HOB MPOM3OIIIO BHIMA-
neHue 9-ro Hykieotnaa, a 13- HykiaeoTua ObLI
3aMEHEH Ha TUMUH.

A-A-C-T-G-G-C-A-T-A-A-C-G-C

3anumuTe MyTalnu COrIaCHO OOIIENPUHATON
HOMeHKJarype. K kakoMmy THITy WX MOYKHO OTHe-
ctu? Ecnm m3MeHEHUsT MPOU30ILIH B TCHE ayTo-
COMHO-PEIECCUBHOTO 3a00JIeBaHUs, MPOSIBUTCS
71 OHO?

Pemenne. [9delT ; 13G—T].

O0e MyTaIuy OTHOCSITCS K TOUKOBBIM, TICpBasi —
CIBHT paMKH{ CYUTHIBAHHUS, BTOPast — 3aMEHA TIaphbl
ocHoBaHmii. Ecnu 00e MyTamuu mpou3onuii B
TeHE TOJBKO OTHOW U3 TOMOJIOTHYHBIX XPOMOCOM,
a BTOPOH aJutesib TeHa He MOBPEXK/IeH, ayTOCOMHO-
peneccuBHOE 3a00IeBaHUE HE TIPOSIBUTCAL.

3agaua 8. B onHoil xpoMocoMe T'€H UMEET
MYTaIHIO, IPUBEAIYIO K yTpaTe B Oenke 21-i no
CYeTy aMUHOKHCIIOTHI Tpuntodana. B romonorny-
HOM XpOMOCOME B TaKOM K€ TeHe 3aMeHeH 714-i
HYKJICOTHT (TYaHWH Ha ITUTO3HH). 3aIUIIIATE MyTa-
1mu. Kak MOXXHO Ha3BaTh TaHHBINA T€TEPO3UTOTHBII
opranu3m? KakoBbl 0COOCHHOCTH T'€HOIMarHOCTH-
KU B 3TOM cltydae?

Pemenue. [de/Trp21 + 714G—C].

Taxast TeTepo3uroTa Ha3pIBAETCS KOMIAYH/IOM.
Ecnu HE mpoBOANTH CEKBEHUPOBAHUE, TO MOTYT
MTOHATOOUTHCS Pa3HBIC METOJIBI TUATHOCTHKU: TIEp-
BYIO MYTAIlMIO IPU YCIOBUH BBICOKOTO KaueCTBa
aneKTpodopesa JIerko 0OHAPYKUTD MO0 U3MEHEHUIO
pasmepa aMImIpHUIIMPOBAHHOTO YYaCTKa TeHa, JIJIs
BBISIBIICHUS BTOPOI HYKHBI IpyTHE CTIOCOOBI.

3agaya 9. B rere ogHON M3 TOMOJIOTHYHBIX
XpPOMOCOM THMHUH B 38-M MOJOKEHUHU 3aMEHEH Ha
LUTO3MH, YTO HE MPUBOIUT K U3MEHEHUIO TOCIE-
JIOBaTeIbHOCTA AMUHOKHCIIOT B OCJIKE, B TAKOM JKE
TeHE IPYroil XpoOMOCOMbI MyTalus B 245-M KOJOHE
cTaJyia MPUYMHOM 3aMEHBI TPOJIMHA Ha CEpUH. 3aIT-
muTe MyTanud. ECiii MyTHpOBaH r'eH ayTOCOMHO-
pelieccuBHOTO 3a00J1€BaHusl, IPOSIBUTCS JI OHO?

Pemenne. [38T/C + Pro245Ser].

[TockonpKy mepBoe U3MEHEHHUE MPECTaBIISIET
€000i1 omMophH3M, He BIHSIONINI Ha aKTHBHOCTb
TIPOAyKTa T€HA, a BTOPOEC M3MCHEHUE (MYyTaIlvs)
MIPOM30IILIO TOJIBKO B OIHOM aJIJIeJIe TeHa, ayTOCOM-
HO-pEIIeCCHBHOE 3a00JICBAHUE HE TIPOSIBUTCSL.

3agaua 10. 3anummTe MyTanuio 3aMeHbl TH-
MHWHA Ha TyaHWH BO BTOPOM TIOJIOKEHUH HHTPOHA,
MPUMBIKAIONIETO K 97 HYKJIEOTHy 9K30HA CJIeBa.
KakoB BO3MOXKHBIH pe3ynbTaT MyTaIun?

Pemenne. 97 — 2t—g.

ITockonbKy MyTaIys MpOU30IILIa Ha CTHIKE K-
30HA ¥ HHTPOHA, OHA MOKET HAPYIIUTh CILIAHCUHT
MPHK, 4TO BBI30BET WM U3MEHEHUE KOTUUYECTBA
0EIKOBOTO MTPOTYKTa I'eHa B KIIETKE WIIN CHIDKEHHE
(yTpaTy) ero akTHBHOCTH.

3agaua 11. Pacmmudpyiite caeIyonTyo 3anuch:
702del21. KakoB mpeamnonaraeMblii pe3yibTat
MyTanuu?
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Pemenne. [Ipousonuio Beimaaenue 21 Hykieo-
TH/A B IPOMOTOPHOHN yacTu reHa HaunHas ¢ 702
HyKJeoTHua. Takas MyTalus MOXET HapyIIUTh
AKCIPECCHUIO0 TeHa M CHU3UTH KOJIMYECTBO €T0
MIPOIYKTA B KIIETKE.

3amaua 12. PaciudpyiiTe ciieay oIy 3auch;
[301del8 +348Leu/Val]. [IposiBUTCS 111 aTOJOT U,
€CIIM TeH OTBEYaeT: a) 3a ayTOCOMHO-AOMHHAHT-
Hoe 3a0osieBaHue; 0) 32 ayTOCOMHO-PELIECCUBHOE
3aboneBanue?

Pemenue. B reHe olHOW U3 XpOMOCOM MpO-
M30IIUTO BBITIAZICHHUE § HYKJICOTHI0B HaumHas ¢ 301
HYKJIEOTH/Ia, B TAKOM K€ T€He TOMOJIOTHYHOM Xpo-
MOCOMBI B 348 KooHE OOHAPY>KEeH MOTUMOPHH3M,
KOTOPBIH CTaJ IPUYMHON 3aMEeHBI B O€JIKe JIeHIIHA
Ha BanuH. [locKONbKY 3aMeHa aMHHOKHCIIOTHI B
JTAHHOM CITy4ae He BIHIeT Ha aKTHBHOCTH MTPOTyK-
Ta reHa, maToJIoTHs IPOSIBUTCS, €CITH T€H OTBEYAET
3a ayTOCOMHO-JJOMHHAaHTHOE 3a00JIeBaHueE.

3amaua 13. Pacmudpyiite cneayrouryro 3a-
nuck: [23-24insAT ; 59G—A]. B kakom ciyyae
MIPOSIBUTCS TIATOJIOTHS, €CITM T€H OTBEYaeT: a) 3a
ayTOCOMHO-IOMHHAHTHOE 3a00jIeBaHue; 0) 3a ay-
TOCOMHO-pEIIeCCUBHOE 3a00seBanue?

Pemenne. B reHe olHOW M3 XpOMOCOM IpPO-
M30IIUIa BCTaBKa a/IcHUHA U TUMHHA MEXIy 23 u
24 HYKJICOTHIAMH 1 3aMeHa 'yaHWHA B ITOJIO)KESHUH
59 na agennH. Ecniu 00e MyTanmm 3aTpoHYIH TeH
TOJIFKO OJTHON M3 TOMOJIOTHYHBIX XPOMOCOM, ayTO-
COMHO-JIOMUHAHTHOE 3a00JIeBaHNE TIPOSBUTCSI, a
ayTOCOMHO-peliecCUBHOE — HeT. Eciu noBpeskaeHb!
00a anyens reHa, IposIBUTCS U ayTOCOMHO-peIiec-
CUBHOE 3a00JICBaHUE.

3anaua 14. PacimudpyiiTe ciieayronyro 3aruich:
216 + 7(cag)28. K xakoMy THITY €e MOXXHO OTHE-
ctu? KakoB BOBMOXKHBIN pPe3ylbTaT MyTalluu?

Pemenue. B rene nmpousomnuia BcraBka 28 ko-
MU OCIe10BaTeNbHOCTH U3 TPEX HYKJICOTUIOB:
LIMTO3WHA, aJIcHMHA U T'YaHWHA B TIOJIOXKCHHUH 7
HMHTPOHA, IPUMBIKAOIIETO K 216 HYKJICOTH Ty 3K30-
Ha cripaBa. Takue CTpyKTypHBIE TeHHbIE My TaI[lH
Ha3bIBAIOT JUHAMUYECKUMH, TaK KaK 37IeCh UMEET
MECTO 3KCIMAHCHUSA TPUHYKJIEOTHIHBIX TOBTOPOB.
[TockonbKy MyTalusi BO3HUKJIA B UHTPOHE, OHA
MOXKET MPUBECTU K HAPYLICHUIO CIUIAMCHHTA U
MTOBITUATH Ha TPAHCKPHUTIIIHIO TeHA.

[Ipemmaraemple 3a/1a91 MOTYT CITY>)KUTh OCHO-
BOH I pa3paboTKU 3a1ad, KOTOPhIE KacaloTCs
KOHKPETHBIX, U3y4aeMbIX Ha 3aHSATHAX, 3a00JIeBa-
HUHl. B KauecTBe mpuMepa NpUBOAMM 3ajady Ha

3HAHUE STUOJIOTUU U PUHITUTIA TEHOIUATHOCTUKH
ayTOCOMHO-PEIIECCUBHOI 00JIE3HU C HAPyIIEHUEM
obMeHa.
3amaua 15. JIHK-TectupoBanme 6oreznu Bub-

cona—KoHoBanoBa Ha paHHUX CTagUAX 3a0o0e-
BaHMS 0Ka3ajJ0oCh HAJCKHEE APYTUX METOJIOB
JHUarHoCcTuku. IT0CKONBKY T€H, KOAUPYIOIIUN
MeapTpancnoptupyoy ATdasy, nmeer 60i1b-
IIMe pa3Mepbl, MOUCK MYTallnii HAaYWHAIOT C CEK-
BEHHUPOBAHUS HK30HOB, B KOTOPBIX BCTPEUAIOTCS
MaKOpHbIe MyTaluu. JlJis ciaBsiH MayKOPHOM MyTa-
nueii spsiercs 3ameHa H1069Q B 14 sx3one. [pu
stom B JIHK niuro3unH 3ameHeH Ha ajeHuH. Hmke
MIPHUBEJICH T€HOTUT OOJIbHBIX WHAWBHJIOB, OJTHAKO
Y HEKOTOPBIX U3 HUX [TPU CEKBEHUPOBAHHH B CaliTe
MyTanuu 0OHAPYKUBAIOTCS U aJICHUH, U IIUTO3MH.
V kakux uMeHHO U todemy? Jlalite pactmmdpoBKy
MyTalui.

A)H1069Q + H1069Q;

b) H1069Q + W917X;

B) H1069Q + 3400delC;

) H1069Q + 4121-4122insG.

Pemenue. Uanusunel b, B u I' sBistroTest kom-

MayHJaMH, TTOCKOJIBKY TOJIBKO OIMH U3 ajuieiei
reHa y Hux umeer mytanuio H1069Q, BTopoit
aJjuieNlb UMEET APYrue MyTallld, a 3HAUYUT B €ro
1069 xomoHe HUTO3UH HE 3aMEHEH Ha aicHUH. DTOT
amuens y unausuaa b Hecer B 917 konone, konu-
pyroteM B HopMe TpUNTO(haH, HOHCEHC-MYTaITHIO,
KOTOpast IPUBOIAUT K OOPBIBY TPAHCIIAINA OEJIKa.
YV unpuBuaa B Bo BTopoM asiesne mpou3o0InIo
BbINIaJicHUE ITUTO3uHA B monoxkeHuu 3400, B pe-
3yJbTaTe Yero BO3HUKIIA MYTAIUs CIBUTA PAMKH
cunthiBanus. UanuBug I' Bo BTOpoM asuresnie reHa
TaKKe IMECT MYTAITHIO CIIBUTA PAMKH CIUTHIBAHUS,
KOTOpAst SIBJISICTCSI CIICAICTBUEM BCTAaBKU T'yaHUHA
Mexay 4121 u 4122 nykneoruaamu. Uuausug A —
TOMO3UT0Ta MO MaXOPHOM MHCCEHC-MyTallud B
konone 1069, npuBoasiel K 3aMeHE TUCTUIUHA
Ha TITyTaMUH.

3akJ/ouenue

MeTonbl MOJEKYISIPHON T€HETUKU CTallH
BOKHECHIIMM MHCTPYMEHTOM H3YUCHHS M BbI-
SIBIICHUS] TEHHBIX OOJIe3HEH, 9acToTa KOTOPBIX
Cpear HOBOPOXKICHHBIX B LIEJIOM COCTaBIIET B
nomyianusx npumepso 1 % (boukos, 2001). Me-
TOZBI TCHOAMATHOCTHKH HE MEHEee 3HAYMMBI U ITPH
MCCIIeZIOBAaHUH NOIMMOP(H3Ma TeHOB YeIOBEKa,
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KOTOPBIH OmpeeseT MPeapacioioREeHHOCTh
WHIUBHIA K CAMBIM PacHpOCTPaHCHHBIM Ha
CETO/IHSAIIHUHN JeHb OOJIE3HSAM: CaXapHOMY JHa-
0eTy, OHKOJIOTHYECKUM 3200JIeBaHUsAM, OOJIE3HIM
CepACYHO-COCYIUCTON CHCTEMBI, OCTEOMOPO3Y,
3HI0METPHO3Y U jip. COoCTaBlIeHHE FTEHETHYECKOTO
Macropra 4eJIoBeKa BEJIETCS BO MHOTHUX CTpaHax
(bapanos u np., 2000). be3 coMHeHUsI, BaXKHYIO
ponb JIHK-muaranocruka Oyner urparb Takxe B
HOBOM TIPO(UIAKTHYECKOM HAIpaBICHUU ME/H-
LIMHCKOM HayKH, CTaBsIIEH CBOEH 3a1auei 3ame-
JIUTh TIpoliecc crapeHus (anti-aging medicine).
B cBsi3u ¢ 3TUM TpU MOJTOTOBKE CIICIUATUCTOB
MEJIUIIMHCKOTO TPOQuiIsi, B 0COOCHHOCTH Bpa-
4yeii-1abopaHTOB, HEOOXOJUMO YIENSATh OOJbIIe
BHUMAaHUS M3yYEHHUIO COBPEMEHHBIX METOJIOB
TeHOAWAaTrHOCTUKH, IJIs JTyYIIero MOHUMAaHUS
KOTOPBIX IIPE/ICTABICHHBIC 31€Ch 3a/1a4l MOYKHO
PEKOMEHJIOBATh K MCIIOIb30BAHUIO HA TIPAKTHYC-
CKHX 3aHSATHSIX [0 T€HETHUKE.
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Summary

New medical genetics tasks that are necessary now because of success of human genome investigations
are presented in the paper. The tasks concern DNA diagnostics tests and knowledge of gene mutations modern
nomenclature. They may help students to understand the etiology of monogenic diseases and methods of their
better search. The tasks may develop skill to study scientific literature in the field of genetics also.



