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ABTOpbI NPMBOAAT HOBbIE yYebHble 3aaun No MeanLUHCKOM He B CBSI3U C ycrnexamu B Usyue-
HUM reHoMa YesioBeka. 3agaun no Metogam AHK-anarHocTukm 0CO6CTBOBAThL JlyUlleMy NoHUMa-
HUIO 3TMOJIOTUN MOHOTOHHBIX 3a60/1eBaHNIA U MOAXOA0B K UX B a Takke pasBUTUIO Y CTYAEH-

TOB HaBbIKOB paboTbl C HAYYHOI INTepaTypoii No reHeTuKe.
KntoueBble crioBa: MeguUMHCKasi reHeTuka, reHoM 4 Beka,  K-guarHocTuka, reHHas MyTaums

BBegeHne. MeTogbl MOJEKYNAPHON FEHEeTUKN KHEWLWMM NHCTPYMEHTOM W3YYEHUS W
BbISIBNIEHNS TEHETUYECKON NpeapacnosioXXeHHOCTN B Np neHnn 6one3Hei, YyactToTa KOTOpbIX cpean
HOBOPOXAEHHbLIX B LEe/IOM COCTaB/IAET B N AUMAX npumepHo 1% [1]. MeToabl reHoAMarHOCTUKA He
MeHee 3HayMMbl 1 Npu nuccnegoBaHUn no a reHoB 4yesioBeKa, KOTOpbI onpenenser npeg-
pacnosioXeHHOCTb MHOUBUAA K caMbiM pac €HHbIM Ha CerogHsALHWI AeHb 6oMe3HaM: caxap-
HOMYy AnabeTy, OHKOMorMyecknum 3abosneBaii 60/1e3HAM CcepAeYHO-CoCyanCTOl CUCTEMBI, OCTEO-
noposy, aHgomeTpuosy un ap. C neHve €TMYeCKOoro nacnopra 4yenioBeka BeAETCA BO MHOIMX
CTpaHax [2]. be3 cOMHeHus, B onb AHK-anarHocTtuka 6yaeT urpatb Takke B HOBOM npodouiak-
TUYECKOM HanpaBMEHUN Me Kn, CTaBsilLeli CBOEW 3ajadveil 3amennTb Npouecc ctape-
HVA. B cBA3W € 3TUM, Npwn NOAro neunasMcToB MeguLMHCKOro Nnpoduns, B 0CO6EHHOCTM Bpayeii-
nabopaHToB, HEOOXOALLO YAENAT Nblle BHAMaHNA N3yYeHUI0 COBPEMEHHbIX METOA0B reHoAuarHo-
CTUKW, ANA Jydllero MaHMA KOTOPbIX NpefcTaB/ieHHble 30eCb 3afa4M MOXHO pekoMeHAoBaThb K
NCMOJIb30BaHMUIO NYECKNX 3aHATUAX MO FreHeTUKe.

Llens nccnepo YyeHne MeToL0B MOJIEKY/IAPHOM FEHETUKN 1 UCMNONb30BaHMe UX B y4eb-
HOM rpoLiecce.

Pesyn | 1 ux obecyxaeHue. ViccnegoBaHUsA reHoma yenoBeka AarT BO3MOXHOCTb BHECTU
KOppEeKT pammy 06y4yeHUs MeOULMVHCKOM reHeTukn Ans CTyAEeHTOB-MeAWKOB U 6UOo/IoroB B
BYy3ax, rofibl UCNOMbL3YKTCA reHeTUYeckne TEXHOMOMMU, KoTopble cryXaT A1 BbisBrie-
HuA Bapua pyktype reHos (JHK-gnarHoctvka). KNMHUYECKUMN MPUNOXKEHUAMN 3TUX TEXHOSO-

cTamM no  epxgawLlas n npecnmnToMaTmyeckas AnarHocTuka HacneacTBeHHbIX 6one3Hel, npe-

bHaa OMarHocTuKa, AMarHoCTUKa reTepo3nroTHOro HOCUTENLCTBA B (hapMaKko/10rmyecknx peakum-
MeHue npoBoguTb AHK-anarHocTvky Heob6xoammo, Mnpexae BCEro, BbIMyCKHUKaM MeAMKOo-
yecknx dpakynbTeTOB MESULIMHCKUX YHUBEPCUTETOB, MOJTyvyaloLlmx CcreunasibHOCTb «Bpay-sa-

T-GMOXMMUK», & TakkKe «Bpay-reHeTuk». B cBA3M ¢ aTuMm, B xo4e npenojaBaHus MeauLMHCKOM
reHeTkn ocoboe BHMMaHWe Hafo yAensATb U3YUYEeHUIOD MOJIEKYNSAPHO-TEeHEeTUYEeCKMM MeTojam, a ans
NyyLero nx noHMMaHus Heobxoaumo paspaboTarb HOBble yyebHble 3a4auu.

Ha npaktnyeckom 3aHATUM No Teme «MosiekynapHasa reHeTnka» CTygeHTam npegsaraiotca 3aja-
un no metogam JHK-gnarHocTtukm [5]. PeweHune 3aga4 Bbi3blBAET MHTEPEC, MO3BOJISAKOLWMIA NPOBEPUTL
NoHMMaHue CTyeHTaMy OCOBEHHOCTEN CEKBEHMPOBAHUSA, a Takke MeTo4a BbISABMIEHNS TE€HHbIX MyTa-
UM C NOMOLLLIO pPecTpuKLMOHHOro aHanmsa. AHK geHatypupyoT 40 OAHOHUTHATOrNO COCTOSHUA Lie-
JIOYHOI 00pPabOoTKOM MK NpU HarpeBaHUW. 3aTeM OTXXUrarT C OAHOWN M3 HUTE KOPOTKNA O/INTOHYK/1E0-
TUAHbIN npaiimep. ONUIroHYK1e0TUA CUHTE3NPYEeTCs TakuM 06pa3om, 4Tobbl ero 3?-KoHew, 6bi1 nocre-
OHVM nepep cekBeHMpyeMoii nocnefoBaTelbHOCTbo. OIMIOHYKNeOoTU CNYXNUT npalimepom A1 AoCT-
pauBaHus uenu AHK-nonnmepasoii.

B kauyecTBe npumepa nNpuBoAuM crnegytolne yyebHole 3agaun.

133



HayuHo-MeanumMHCcKnin sxypHan «lMaémm CuHo» («BecTHUK ABUMLEHHbI»)
TaPKMKCKOr0 rocyAapCTBEHHOI0 MeAMLIMHCKOrO YHMBepcuTeTa nMeHn Abyanu nbHu CuHo, Ne2, anpenb-utoHb 2010 r.

3apava 1. Mo gaHHbIM anekTpodoperpamm (puc. 1), NonyyYeHHbIM NpU NPOBEAEHNN CEKBEHMPOBA-
HUSI yyacTka reHa gucTpodivHa y 340pOBOro MHAMBUAA (a) Uy nauueHTa c MbleYyHoW  pTpodiner

[JioweHa (6), ycTaHoBUTE: @) NocnefoBaTe/ibHOCTb HYK/1€OTUAOB B 3TOM y4acTke B HO “ naTo-
noruy; 6) TMN MyTauun NaTtosIorM4ecKoro reHa.
PeweHune. TllocnepoBaTesnibHOCTb HYK/IEOTUAOB AAHHOrO yyacTka y 340pOo memaa

ACGAGACTGAATTCGTA, y nauyeHta - ACGAGACTGAATCCGTA. lMponsowna my na 3ame-
Hbl HYKNEeOoTUAO0B (TUMWUH B MNOJIOXKEHUN 13 3aMeHEH Ha LIMTO3UH).

a
Puc. | 9nekropodoperpamma yyacTka
reHa gucrtpogu OpOBbIi MHAMBUA,
6)60nbHON ¢ M ncrTpodueit
[JroweHa
3apayva 2. PogocnoBHas ce n pesy aTtbl KOCBeHHOW AHK-gmnarHoctukm X-CcuensieHHOro
peueccrBHOro 3abonesaHusi €Hbl Ha puc. 2.

f— 216 N.o
4— 166 n.o
4— 50 no

Puc. 2 PogocnoBHasi ceMbi NPy KOCBEHHOM
AHK-anarHoctmku  cueHneHHoro
peLeccuBHOro 3aboneBaHus.

B xone gmMarHocTmku npoBefieHa pecTpukuvsa amnavduumposaHHoro doparmeHTa AHK pectpuk-
Tazon BamHI. KTo 13 4uieHOB ceMbU SIBNSIETCA HOCUTENIEM MAaTOo/I0rMYeckoro reHa? Komy m3 goye-
peii noHagobuTca B byayuwem npeHatasibHas JHK-gunarHocTvka ansi BoisBNEHNA HacNeACTBEHHOMN
narosormn nnoga? Uem MOXHO OOBACHUTb BO3MOXHOCTb OLLUMGKM NpU AnarHOCTUKe 3abosieBaHms
3TUM MeTo40M?
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PeweHne. CbIHOBbA B CEMbE MO/ yHacnegoBartb MaToJIOrMYecKnUin rTeH To/IbKO OT marepwu,

KoTopas iBNsieTCA reTepo3nroTHOM HocuTenbHUuel. Cyaa no anekrpodoperpavme, MeeT Kak
paspesaemblii pecTpPUKTason MapkeépHblii doparmeHT AHK, Takmu HepaspesaeMmblii ( nmop-
husm Mapképa). CbIHOBbS yHac/1e[0Ba M NepBbIi BapMaHT Mapképa, 3HauuT, u cuen-
NeH reH 3aboneBaHus. Bce gouyepu yHacnenosasiv OT oTLa X-XPOMOCOMY C paspé pecT-

pUKTa30ii MapképoM, HO TOJIbKO YETBEPO M3 HUX MOJyYnIM OT Marepu Tako’™»ke Bapya  Mapképa,
a C HUM U reH 3aboneBaHuA.

MNoaTomy B ByayLlemM MM rnokasaHa npeHaTasibHas reHoAnarHocT eHusa Bonpoca o
nepegaye nartosiormm celHoBbsAM. OgHa aousb (M-5) He yHacneposana ot puaHT Mapképa,
C KOTOpbIM cuensieH reH 60sie3HU, eé CbIHOBbSA OyayT 340POBbl  O3MOXHO OLLINGKM cBA3aHa C
BEPOATHOCTbIO HapyLEHWNA CUEN/IEHNS MeXay reHoOM U Mapk recs/in paccTosiHne Mexay HUMU
HeJoCTaTO4YHO MaJslo.

Pesynbtatbl AHK-guarHoCcTnku otpaxkarTcs B 3anmncax r OTeCTMPOBaHHOIO UHAVBU-
fa. Ona aTtoro Ncnosb3yT 0OLWENPUHATYI0O HOMEHKIATYpPy TeHHbl  yTauuii yenoBeka [6-8]. 3Ha-
KOMCTBO C HOMEHKIATypoOl NOMOXeT cTygeHTam n YeHUN 3TUOSIOTUN HacNeACTBEHHbIX 60-
nesHen n npu paboTe ¢ Hay4HbIMU My6ANKauuam LMHCKOWM reHeTuke. Ha npakTtuyeckux
3aHATUAX Mo TeMe «Obwas xapakTepucTnka reHH eil: aTMoNorna U MexaHu3mbl narore-
He3a» Mbl npegsaraem 3agadyu, npu peweHnn KoTo YOEHTbl OOJIKHbI TakkKe BCMOMHUTL OC-
HOBHblE 3aKOHbl HacnegoBaHus.

3apava 3. Y nHgueuga B reHe of, MOCOM 06HapyxeHa akcnaHcuss CAG-noBTopa,
HaunHaa ¢ 234-ro Hykneotuga (UX 4YUCo 0 104). B 10-m kopoHe (CAG) Takoro e reHa
rOMO/1I0TMYHOMN XPOMOCOMbI aA€HVH 3aMeH ryaHvH. 3anuwure myTtauuun, corsiacHo obuenpu-
HATOW HOMeHkNaType. K Kakom Yy UX M HO OTHecTn? Ecnu reH oTteBevaeT 3a ayTOCOMHO-pe-
ueccusHoe 3abonesaHve, np N1 OHO?

PeweHue. (234 (CA

MepBasa myTaumsa OoTHOC TPYKTYPHBIM T€HHbIM MyTauusaMm (M3MeHeHune 3aTpoHy/10 60-
Nee OBYX HyK/1eoTua BTOpas  eAcTaBnsieT cobol TOUKOBYK MyTauMilo 3aMeHbl napbl OCHOBa-
Huii. 3aboneBaHune NTCS, Tak Kak 0ba annens reHa MyTupoBau.

3apava 4. EHHOI HMWXe nocneaoBaTeNbHOCTU O4HOrO 13 reHOB NPOM30LLSIO Bbinaje-
Hue 9-ro Hykneotna, HykfieoTna 6b11 3aMeHEH Ha TUMUH.

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

e MyTauum COr1acHoO 06LLEenpuHATON HoMeHkNaType. K kakomy TUny nx MOXHO OTHe-
cTn? 1S NPOM3OLLSIM B reHe ayTOCOMHO-PeLeCcCUBHOro 3abonieBaHns, NPoABUTCS /1
OHO?
Pewe : (9delT,; 13G>T).
O6e myTaumm OTHOCATCH K TOYKOBbIM, NepBas - CABUI paMKu CHUTbIBAHUSA, BTOpas — 3amMeHa
BaHWiA. EcAn TOMIbKO B O4HOW U3 rOMOJIOTMYHBIX XPOMOCOM €CTb NOBPEXAEHUs1, 8 BTOPOW
reHa He NoBpex4éH, ayTOCOMHO-peLieccnBHoe 3abosieBaHne He MNMPosBUTCA.

Takmm o6pa3om, Ha OCHOBaHMU Bbllle M3/I0KEHHOro, MOXHO cAenaTb BbiBOA, O TOM, YTO Me-

bl MONEKY/IAPHON reHeTUKn AatT BO3MOXHOCTb A/ NPaBWUIbHOMO peLleHns 3a4ad no BCEM
pasgenam [aHHOW oTpac/iv Hayku. B cBolo ouepefpb, ymeHune pellatb 3agadnm Nno mMeanuuHCKON
reHeTnmke cCnocoo6CeTBYeT NyylleMy NMOHMMaHWUIO 3aKOHOB FreHeTUKN, KpoMe 3TOro, pasBumBaeT y CTy-
[LEHTOB HaBblkyM paboTbl C HAy4HOI NUTeparTypoii.
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MyannudioH fap Makpsia macbasiaxpy Tabivm po a3 reHeTukam TMb66I gap pobuta 60
KOMEOBMXpK Hasappac gap oMy3ullM reHoMu ogaM  LWHUX  HamygaaHza. Macbanaxp 60 ycynxpu
Tawxucrysopun AHK 6apou thax,muwmn 6ex,Tapm ababoBapn 6emMopuxpn sikBupcar Ba
OLLKOP HaMyZiaHW OHXpP, MHYYHWH, 6a pywan manaka JOoHVLWLYEH 60 anabuétn namii a3 Ha-
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ARY
THE TRAINING TAS ON MOLECULAR MEDICAL
GE S FOR MEDICAL STUDENTS

A.M. ., H.H. Hurmatov, M.K. Gulov

Authors bring new training t n medical genetics in connection with successes in study of
human genome. Tas n meth of DNA-diagnostics may promote to better understanding of
ethiology of monog iseases and approaches to revealing of them, and to development of practical
skills during work iography on genetics in medical students.
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