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AKTYAJIBHOCTH U3YUYEHUSA METOJI0OBJIABOPATOPHOH
JIMATHOCTHUKHU HACJIEICTBEHHBIX FOJIE3HEM B PAMKAX
N3YYEHUA AU CIUITIVIMHBI «MEJUIIMUHCKASA TEHETHUKA»

AHHOmayua: nacieocmeeruvie bonesnu (HbB) 3anumarom muoupyrowue no suyuu
8 cmpyKkmype 0emcKou 3a001e6aemMoCmu U CMepmHOCMU, YMo onpeoensiem Heobxo -
OUMOCHb U3YUEHUSL 2eHEMUUECKUX ACNeKMO8 OAHHbIX 3a001e8aHULL CMYOeHmamu me-
OUYUHCKUX 8y308. Mamepuaiom ucciedosanus ABUIUCL OOKYMeHmbl y4eb HO-
Memoouuecko20 Komnaekca oucyuniunvl « Meouyunckas cememuxay. IIposedena
OYEHKA HeoOXoo0umMocmu yenyo1eHH020 U3YUEeHUs MemO008 1ab0pamopHOl OUACHO-
cmuxu HB. Yemanoeneno, umo usyuenue memooos.nabopamoproi ouaznocmuxku Hb
ABNAEMCA KPALlHe AaKMYanibHOU 3a0adeli npu no020moeKe 8padeli-neouampos 8 c8sa3u

C 8bICOKOU MeauKO'COT/;M(lJZbHOL; SHAYUMOCNbIO np06ﬂejl/lbl.

Knrouesvie cnosa: nacieocmeennvle 601e3HU, MEOUYUHCKAS 2eHeMUKd, 1a00-

pamopHvle Memoovl MeOuyurckou cenemuxu, IIL[P, cekeenuposanue.

Axmyanvrnocms. Hacnencrsennsie 6oe3uu (HB) 3armMaroT nuanp yromue mo-
3UIUH B CTP YKType AETCKOM 3a00ieBaeMocty U cMep THOCTH. Hb cocraBisitor 3HaUY H-

TEIBHYIO JOJII0 BCEX O0JIE€3HEM, BBISIBISIEMBIX Y JIETEM, 0COOEHHO B PaHHEM BO3pacCTe.
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[To nannsiM Beemup HOM op ranu3anuu 3apaBooxpanenus, 10 10% rocnutanuzamnuii
nereti cBs3anbl ¢ HB. Jlo 30% MnaneH4yeckoit cMep THOCTH BO BCeM MHP € 00y CI0BIIe-
HO MOHOTEHHBIMH, X OMOCOMHBIMH 32001€BaHUSMH WJIH BP 0K CHHBIMU MO P OKAMH
passutus (WHO, 2020). B Poccun HacneACTBEHHBIE U Bp 03K IEHHBIE 3200 1€BaHMUs
BXOJT B TOI-3 MP MUKH MitafieHueckoit cmep THocTH (Poccrat, 2023). HacnencTBeH-
HbIC 3a00JICBaHUA XapaKTEPHU3YIOTCSI XPOHUYECKUM TEUEHHUEM: MHOTHUE U3 HUX TP O-
ABJISIIOTCS YK€ B MIIAJICHUECTBE M TP €0YIOT MOKU3HEHHOTO JICYECHUS M HAOTI01CHU S
6omee 60% neTeit ¢ TSHKETBIMU TeHETHYSCKUMHY Hap yIIIEHUSI MU ITOJTyYat0T WHBAJIU/I-
HOCTb B TIEp BbI€ TOJIbI )KU3HHM, JaHHASI TP yIna 3a00IeBaHM TaAKKe Xap aKTep U3yeTCs
BBICOKMMH TIOKA3aTEISIMU CMEP THOCTH.

Lenv uccnedosamnus — onpenennuTb, KaKyr poJib B MOATOTOBKE MEIUIIMHCKIX
KaJpOB UIpaeT U3ydeHue 1abopatopHBIX MeToA0B auarHoctuku HB, Ha mpumepe
CTYyZICHTOB 4 Kypca neauaTpudeckoro (haxkyIbTeTa Ip i U3y YeHUH JUCIUILINHBI « M e-
JTUITUHCKAST TCHETHKA .

Mamepuan u memoowl uccnedosanus. MaTepruanom UCCIIEIOBAHUS SIBUITUCH J0-
KYMEHTBI y4e0HO-METOMYECKOTO KOMITIeKca TUCIUIUTHHBL. [IpoBenena, kak MeTo 11
WCCIIeIOBAaHMS, OTICHKA HE0OXO0IMMOCTH Y1y OJIEHHOT0 U3y YeHHsI METO10B Jabopa-
TopHOU nnaraoctuku Hb.

Pesynomameor. B paMkax n3y4eHus TUCIUIIIAHBI « MeTUIIMHCKAs TeHETUKA» Ha
4 xypce neauatpudeckoro (axkyiabTera MeTrojam JiabopatopHoi auarnoctuku Hb
yIeNIsAeTCs OTCIbHOS 3aHATHE B pa3Mepe 4 yueOHbIX yacoB. B pamkax uzyueHus 1u-
TOTCHETUYCCKMX METOJI0B JHArHOCTUKH HB CTyNEeHTh M3ydaroT MIpHUTrOTOBJICHHUE
TIp €I1apaToOB XPOMOCOM, TP IMBbIC M KOBEHHBIC METO I IIMTOTCHETHYECKOTO aHAJIN3a,
MOJIEKYJIsIp HO-iuToreHeTndeckuii Mmeto (FISH-muarnoctuka), a Taxke mokasaHus
JJ1S1 TIP OBE/ICHUS [IUTOTCHETUIECKUX MCCIenoBanmid. B pamkax n3ydeHust 6MoXumMu-
YECKUX METOJIOB yJENseTCs BHUMaHHE KaueCTBEHHBIM, MOJYKOJIHNYECTBEHHBIM, KO-
JWYECTBEHHBIM METOJaM Onoxumudeckoil nuarHoctuku Hb, a Taxke guarHoctuke
reTep O3UrOTHOTO HOCUTEIHCTBA.

[Ipu n3y4ueHun MOJICKYIIPHO-TEHETHY €CKUX METOI0B 0CO00€ BHUMAHHE YIS 5 -

ercst MerojaM, ocHoBaHHbIM Ha [II[P, cekBenup oBanuto no CaHrepy, MeToaam, oc-
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HOBAHHBIM Ha TEXHOJIOTUSX MHUKDOUYMIIOB, & TAK)KE CEKBEHUP OBAHMIO CIEAYIOIIETO
nokoJieHus (NGS). B pamkax 3a1aHuii 15l BBITIOJTHEHUSI HA TP AKTHYECKOM 3aHSI THH
CTYJI€HTbl 3HAKOMSTCS C COBPEMEHHbIMM OHOMH(DOPMALMOHHBIMU HWHTEPHET-
pEecypcamMu 15 BBIIOJTHEHUS 3a,/1a4 [0 UHTEP IIEP TALIUU P €3YJIETATOB XP OMOCOMHBIX U
reHHBIX 1 MyTaluii, Takumu, kak HGVS Nomenclature (http://varnomen.hgvs.org/),
Online Catalog of Human Genes and Genetic Disorders (https://omim.org/), National
Center for Biotechnology Information (https://www.ncbi.nlm.nih.gov/) u np ., a Taxxe
MOCEIAI0T Ja00paTOp U0 TEHOMHBIX HCClenoBaHuil Hay4uHo-MccaenoBaTenbCcKoro
WHCTUTYTAa M€HETUYECKOM M MOJIEKYIssp HOU snmaemuonornn KI'MY, ocHameHnyro
BBICOKOTEXHOJIOTUYHBIM 00OPYIOBaHUEM, IJI€ OHU MOTYT NOJIYUYHTh HaBBIKH JKC-
tpakuuu JJTHK u np oBenenus [1LIP B p exxnmMe «p eanbHOro BpeMEHN.

3axnouenue. VIzyduenne MeroioB abopatopHoi nuarHoctuku Hb saBisercs
Kp aliHE aKTyaJIbHOM 3a/1a4eH TP ¥ IO ATOTOBKE BP a4EH-11EIUATPOB B CBA3U C BBICOKOU
MEAUKO-COLIMAILHON 3HAYMMOCTBIO MPOOIeMbl 3a001€BAEMOCTH U CMEPTHOCTH OT
HB. IoBbrmenne 3hPpeKTUBHOCTH TUATHOCTHUKH, PACIIUP €HHE CKP MHUHTOBBIX TP O-
rpaMMm U JOCTYITHOCTb TEHETUYECKOW MOMOIIN — KITFOUEBBIE HAIIP ABJICHUS CHUKECHU S

HETaTUBHOTO BIMSHUSA 3TUX 3a00JI€BaHUI Ha 3]I0POBBE ICTEH.
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