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B [1aHHOIl cTarbe paccMaTpUBAIOTCS MOJEKYJISIPHO-TEHETUYECKUE METO/bI
JUArHOCTUKHM HACIEICTBEHHBIX 3a00J€BaHUN, WX MPUHLMIBI U PEKOMEHAAIMH s
MEAUUMHCKOM  MpakTHKW. [IpencraBieHbl  OCHOBHBIE — METOJbI,  BKIIIOYAs
nonumepasHyro uenHyroo peakuuto (IILIP), cexkBeHMpoBaHHME HOBOrO IOKOJIEHUS
(NGS), mHO)€ecTBeHHYIO JIUraTypy 30H10B (MLPA) 1 MukpounnupoBaHue, KOTOpbIe
MIO3BOJISIFOT BBIIBUTH F€HETUYECKUE MYTALMH U OLICHUTh UX KIMHUYECKOE 3HAUYCHHUE.
OnucaHbl TPUHIMIBI UCHOJIB30BaHUS JAHHBIX METOJOB IJisi JIMarHOCTUKU TaKUX
3a0oneBaHul, Kak MYyKOBUCIMIO3, Tremoduinus, cuHapoM JlayHa u JApyrux.
IlonpkuBaeT WMHHOBAlMOHHOCTb  MOJIEKYJISIPHO-T€HETUYECKOW JUAarHOCTUKU B
PEryJIsIpHOM MpPaKTUKE AJI1 KOPPEKTUPOBKU M TMPOPUIAKTUKH HACIEICTBEHHBIX
ITaTOJIOTUH.

KiroueBble ¢ji0Ba: MOJEKYISIPHO-TEHETUYECKUX METOJMKA, HACJIEIACTBEHHBIC
3a00J1eBaHUS, MUKPOUYUTTUPOBAHUE.

BBEJAEHUE: T'enernueckue 3abo0jicBaHUS BKJIIOYAKT B Ce0S YaCTh
MPUYUH UHBAJIUIHOCTH U CMEPTHOCTH, TaK KaK MHOTHE M3 HUX HEBO3MOXHO
MMOJHOCTHIO BBIIEYHUTHh, HO CBOCBPEMCHHAs JHArHOCTHKA IO3BOJSCT
KOHTPOJIUPOBATh TeueHUe 3aboneBanHus. COBpPEeMEHHBIC MOJIEKYJISAPHO-
FCHETHYECKNUE METOMbl TO3BOJISIOT BBISBUTH TEHETHYECKHE MYTaIluH,
KOTOpPBI€ CTAHOBSITCS MPUYMHON pPa3JUUHBIX HACICACTBCHHBIX IAaTOJOTHH,
TaKMX KaK MYKOBHCIIHJ03, TeMOGUIHs, (EHUIKETOHYPHS U CHHIPOM JlayHa.
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B cTaThe npeacTraBieH aHalW3 aKTyaJlbHBIX METOJMK, UX NPUHLIMUIIOB PAOOTHI
U [IPUMEPOB MCIOJB30BAHNUSA B MEJULUIMHCKON JUAarHOCTHUKE.
OCHOBHAA MOJIEKVJIAPHO-TEHETUKA

[Tonumepaznas uennas peaxuus (ITL[P)

[IIIP — 5T0 MeToA, OCHOBaHHBIN Ha MIMPOKOM PACHPOCTPAHEHHH XapAKTEPHBIX
¢parmentoB JIHK, KOTOpBIN MO3BOJISIET BBIIBUTH U BBISIBUTH KOHKPETHBIE HAPYILICHHUS.

CexsennpoBanue HoBoro nokoneaus (NGS)

NGS 1no3BoIsieT CEeKBEHUPOBATh OTPOMHBIE 00bEMbI TEHETUYECKOTI'0 MaTepHralia u
JaeT BO3MOXKHOCTh IIOJHOTO aHajiu3a T€HOMa WM 3K30Mbl. biaromaps BbICOKOU
NPOIYCKHON CIIOCOOHOCTH M TOYHOCTU 3TOT METOJ MCHOJB3YETCs JUIsl IUArHOCTHUKU
TSDKENBIX TeHETUYECKUX 3a00JieBaHMI, BKIIOYAs HACIIEACTBEHHBIE OHKOJOTHYECKHE
3a0oneBaHuss U penkue 3aboneBanus. NGS Taxke HCHONB3YETCS NJISl BBISABIICHUS
NOJUMOP(GU3MOB, KOTOpPbIE MOT'YT OBITh CBS3aHBI C MPEIPACHOIOKEHHOCTBIO K
MYJIbTU(DAKTODY.

Meron MLPA npumensiercs miisi OOHApyEHUS KPYIHBIX T€HETHYECKHX
W3MEHEHUM, TaKuX Kak JAeNlelrs WM AYIUIMKalMs B TIEHaxX, KOTOpbIE TPYAHO
oOHapyxkuth ¢ nomompio [IHP. D10 gemaer mpuznak MLPA pamarnozom Takoro
3a0oneBaHusl, Kak MbllleyHas auctpodus [lromieHHa, mpu KOTOPOMl MOCTOSHHbBIE
CTPYKTYPHBIE U3MEHEHUS B F'eHaXx.

MukpouunupoBaHue

['eneTnueckoe MUKpPOUMIIMPOBAHUE NPUMEHSIOT AJI1 aHAIM3a MHOYKECTBEHHBIX
TOYEYHBIX MyTallUd W TOTUMOPGU3MOB. MUKPOUYHUIIEI TO3BOJISIOT TPOBOAUTH
OJTHOBPEMEHHBIN aHajau3 ThICSY T'€HETHYECKUX BapUallMi, YTO JaeT BO3MOXKHOCTH
OLICHUTh PHUCKU MYJIbTHU(HAKTOPHBIX 3a00JIEBaHMM, TaKMX KaK caXapHbId auaber,
uiieMuueckas 0oJjie3Hb Cep/illa U HEKOTOpPbIe BUJbI paka. TOT METOA CTall IIHUPOKO
MPUMEHSTHCS B UCCIIEAOBAHUIX aCCOLMALUN TE€HOB.

[TPUMEPBI IIPUMEHEHUA MOJIEKVYIJIAPHO-TEHETUYECKHUX
METOJIOB B JIMATHOCTHUKE

Jlnarnoctrka MyKOBUCIIH103a

MykoBUCIIUZI03 — OJHO M3 HaubOoJiee pACHpOCTPAHEHHBIX HACJIEICTBEHHBIX
3aboneBannii, BbI3BaHHOe MyTtanued B TeHe CFTR. Meron IILP mno3Bomser
OOHapy>KUTh HEOObIYHbIE MyTalMM B O3TOM reHe. Texnonorus NGS Takxe
WCIIONB3YyeTCs IS aHalh3a JK30MOB M TIO3BOJISICT 0o0Jiee TOYHO OIPEIaCIsaTh
TeHETUYECKUH Ae(eKT.

Iemodmmms

I'emodunusa — reHeTnyeckoe 3abojieBaHUE, XapaKTEepU3YIOIeecs HapylleHUeM
cBepThIBaHMs KpoBU. OCHOBHOW MPUYMHON reMO(UINM SIBISETCS MyTallus B TeHaX,
koaupyronux dakTopsl cBEpThiBanus VIII nau [X. TTHP u MLPA ucnons3yroTcs ais
OTpeJIeTICHUs] MyTallui, BBI3BIBAIOIIUX JE(EKTHI.
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Cunnpom [layna

CunzapoMm /layHa BO3HUKAeT M3-3a TPUCOMHUHU MO 21- XpoMocome, W sl ee
OBICTPOrO OMpEIENICHHSI UCTIOJIb3YETCS METOJ MUKPOUYUIUPOBaHus. B npeHaranbHoOM
JWAarHOCTHKE HWCIOJIb30BAJUCh TAKKE€ METOAbl HEWHBA3UBHOIO IPEHATAIBHOIO
tectupoBanus (HUIIT), koropsie MmoryT BeIsiBUTH anoMmanuu B JIHK miona.

PE3VJIBTATHI

Hcnonb3oBaHUE MOJEKYJISIPHO-TEHETUUECKUX METOJIOB I103BOJUT TOBBICUTH
TOYHOCTh JIMAarHOCTUKHU HACIEICTBEHHBIX 3a00JICBAHUM U BBISIBUTH MEXaHU3MbI Ha
noknuHuyeckout cranuu. [Ipumenenue [P u NGS 3HaunTenbHO ynydlllaeT OUEHKY
COCTOSIHUSI 3JIODOBbSl UEJIOBEKa, JieJas WX JOCTYIMHBIMHU JJIsi OOJBIIUHCTBA
nabopatopuii. biaronapss MLPA nosiBuiach BO3MOKHOCTh U3y4aTh U3MEHEHUS KOTTHIA
I'C€HOB, YTO UTPAET PEIIAIOITYIO POJIb B BBISABICHUU NMPUYKH OOJIE3HEHN ¢ HapyIIeHuEeM
9uciIa KOIMM, TaKUX KaK MbIIIedHas quctpodus JromenHa. MUKpoOYMIIIpOBaHUE Ke
MO3BOJIACT COOMpaTh M aHAIM3UPOBATH JAHHBIE O PACHPOCTPAHCHHOCTH MYTaIlHi,
BBISBJISISL OOIIIME U PEIKUE TEHETUYECKUE BapUAIUU.

MoOneKyJIsSIpHO-TEHETUUECKHE  METOAbl  JUAarHOCTUKM  HACJIEACTBEHHBIX
3a00JI€BaHUl MPOJOJKAIOT PACTH, IMOBBIIIAS CBOKO TOYHOCTH M JOCTYIHOCTD.
Brenpenne texHomOruii oOpaOOTKHM JTaHHBIX Ha OBICTPOM TEXHOJIOTHH ITO3BOJISICT
3HAYMTENIHHO YIYUIIUTh KA4€CTBO JUATHOCTUKU M CHU3UTh KOJIUYECTBO HEOOPATUMBIX
omepaiuii, CBsI3aHHBIX C HaciencTBeHHbIMU martonorusmu. HI'C wumeer ocoboe
3HAYEHUE, TAK KAK €ro NMPUMEHEHUE ITO3BOJISIET HE TOJBKO JUATHOCTUPOBATH, HO U
BBISBJISIT TIPEIPACTIONOKEHHOCTH K MYJIbTU(AKTOPHBIM 3a00JICBaHUSM, a TaKXKe
CO3/1aBaTh MEPCOHAIU3UPOBAHHBIE MOAXOJbI B MeauuuHe. OJHAKO CYIIECTBYIOT
MpoOJIeMbl, CBS3aHHBIC C BBICOKOH CTOMMOCTBIO U JOCTYIMHOCTBIO MOJIEKYJISPHBIX
METO/I0B, 0COOCHHO B PETMOHAX HU3KOTO YPOBHSI.

3AKJIIIOYEHUE

CoBpeMeHHbIE MOJIEKYJIIpHO-TeHeTuYecknue MeTonbl, Takue kak [IHP, NGS,
MLPA ¥ MHUKpOYMIHUpPOBAaHUE, CTAIM BaXXHbIMH HHCTPYMEHTaMH JHAarHOCTUKU
HACJIEICTBEHHBIX 3aboneBaHui. VX HCHONb30BaHUE MMO3BOJSET PAaHHEE BBISBIICHUE
IIATOJIOTMM W MPOBOJAMTH CTPATETHIO JICUECHHs, OCHOBAHHYIO HAa TOYHBIX JAaHHBIX. B
JanbHENIlIeM pa3BUTHH MOJEKYJISIPHOM JAMArHOCTUKU MOXKHO OyJIEeT CYyIECTBEHHO
MOBJIMSATH Ha KAYECTBO U NMPOJIOKUTENBHOCTD KU3HHU NALMEHTOB C HACJIEICTBEHHBIMU
3a00J1€BaHUSIMH, 4 TAK)KE Ha MPO(PUIAKTUKY HACJIECTBEHHOCTH.
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