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AnHoramusi. Crarhsi  aHaNM3UPYET  SBOJIOIUIO  METOJOB  JHArHOCTHKU
HACJIeICTBEHHBIX 3a00JeBaHUN, (QOKYCHpPYSICh HAa MPUMEHEHUU COBPEMEHHBIX
MOJIEKYJIIPHO-TEHETUYECKUX TEXHOJOTHM, TaKUX KaK CEKBEHHPOBAHHE TI€HOMA
HoBoro nokosuenus u [1LP-nquarnoctuka. Pe3ynprarsl ucciienoBaHus MOATBEPKAAIOT
3HAUUTENBHBIM Mporpecc B 00JAaCTM TOYHOCTH M CKOPOCTH JUArHOCTUKH
HACJICJICTBEHHBIX 3a00JICBaHUH, ITO3BOJISAS BBISABIIATH paHEE HEU3BECTHBIC MyTAIUU H
obecnieunBaTh paHHee OOHapyxeHue 3abojeBaHuii. Oco0oe BHUMAHHE YICICHO
KOMOWHHUPOBAaHHOMY  MOAXOAY, COYETAHUID  MOJIEKYJSIPHBIX ~ METOJOB  C
TPAAUIIMOHHBIMUA OMOXUMHYECKUMHU TECTaMU U KIMHUYECKUMU UCCIEAOBAHUSIMU IS
O0ojlee  TOYHOTO W  CBOEBPEMEHHOIO  BbIABICHUS  3a0oneBanuil.  Takxke
paccMaTpUBAIOTCA ATUYECKHE ACIIEKThl TE€HETUYECKOTO TECTUPOBAHUA U POJIb
TeHETHYECKOTO KOHCYJIbTUpOBaHMs. PaboTa mogyepkuBaeT BaXHOCTh JaTbHEHIIIETO
COBEPUICHCTBOBAHUSI JTUArHOCTHUYECKUX IMAHEIEW W BHEAPEHUS HOBBIX TEXHOJIOTHIA
JUTSI YITYUIIICHUS] JUATHOCTUKY U JICYCHUS HACJICICTBEHHBIX 3a00JICBaHUIA.
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Abstract. Ctatbs aHATH3UPYET IBOFOIUIO0 METOJIOB TUATHOCTUKU HACJICCTBEHHBIX
3a0oneBaHui, (QOKycHpPYsCh Ha MPUMEHEHHUH COBPEMEHHBIX MOJIEKYJISIPHO-
TEHETUYECKUX TEXHOJIOTHM, TAKUX KAK CEKBEHUPOBAHME F'€HOMA HOBOT'O ITOKOJICHUS U
[IIIP-guarnoctuka. Pe3ynbTarsl HMCCIEHOBAHUS MOATBEPKIAOT 3HAYUTEIIbHBIN
nporpecc B 00JACTMU TOYHOCTM W CKOPOCTH JMArHOCTUKH HAcJIeJICTBEHHbIX
3a001€BaHUM, TO3BOJISASI BBISABISITH paHEEe HEM3BECTHBIC MYyTAIlMM W 00ECIeYnBaThH
paHHee oOHapy>KeHHE 3a00JIeBaHUM. Ocoboe BHUMaHUE yJICJICHO
KOMOWHUPOBAaHHOMY  TOAXOAY, COYETAHWIO  MOJICKYJSPHBIX  METOJOB  C
TPAJAUIIMOHHBIMUA OMOXMMHYECKUMHU TECTAMU U KIMHUYECKUMU UCCIEAOBAaHUSMU IS
O0ojlee  TOYHOTO W  CBOEBPEMEHHOIO  BbIABICHUS  3a0oneBanuil.  Takxke
paccMaTpUBAIOTCA ATUYECKHE ACIIEKThl TE€HETUYECKOrO TECTUPOBAHUA U  POJIb
T€HETUYECKOro KOHCYJIbTUpOBaHMUs. PaboTa moguepkuBaeT BaXHOCTh JalbHEHIIETo
COBEPIICHCTBOBAHMS JTMAarHOCTUYECKUX MAaHEJIEW M BHEAPEHUS HOBBIX TEXHOJIOTHU
JUTSI YITYUIIICHUS] JUATHOCTUKH U JICYCHUS HACJICICTBEHHBIX 3a00JICBaHUI.
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cekBeHHpoBaHue rexHoma, [II[P, renerndeckoe KOHCYJIBTUPOBAHWE, IWATHOCTHKA
3a001€BaHUM, TEHETUYECKUE aHOMAJIMHU, MEPCOHAIIM3UPOBAHHAS MEIUIIMHA, 3TUKA B
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BBenenue.

B nocnennue necAtuieTus TeHETUKA MpeTepriesia 3HAUUTEIbHbIE W3MEHEHUS,
YTO MPHUBEIO K PATUKAIBHOMY IpOrpeccy B 00JIACTM JUArHOCTHKU U IOHUMAaHMSI
HACJIEICTBEHHBIX  3a0ojieBaHUW.  DBOMIONUS  METOJOB  JMAarHOCTUKH  3THUX
3a00JIeBaHUI ChIIpajla BaXXHYIO pOJIb B YJIYYIIEHUU KAaueCTBA >KU3HU NALMEHTOB, a
TaK)K€ B IOBBILIEHMM TOYHOCTH BBISBJICHUS T'€HETMYEeCKMX aHomanuil. [Iporpecc B
00JacTl MOJIEKYJISIpHON OWOJIOrMH, TEHOMUKA U OMOMH(GOPMATUKU OTKPHUI HOBBIC
TOPU30HTHI JIJII paHHEro OOHapyKeHUs, MPOPUIAKTUKUA W JIeUeHHUs 3a00JieBaHUH,
TIepeIAoNuX s 10 HacaeaACTBY [1].

Ha  ceromusmHuii  A€Hb  HUCCIENOBAHMS  TEHETUYECKUX  (PAKTOPOB,
00yCITIOBIMBAIOIINX HACJIECTBEHHBIC 3a00JICBaHMsI, OXBATHIBAIOT IHUPOKHHI CHEKTP
METOJIOB, OT TPAJUIMOHHBIX TECTOB Ha OCHOBE H3Y4YCHHS (HEHOTUIIUYECKUX
IPOSIBJICHUI 10 CIOXHBIX MOJIEKYJISIPHBIX TE€XHOJOIMM, TAKMX KaK CEKBEHHPOBAHHE
reHoma u CRISPR-texHomornu. OTH METOABl 3HAYUTENBHO  PACIIUPUIH
BO3MOXXHOCTH JIMarHOCTUKA ¥ TO3BOJWJIA 3HAYUTEIBHO TIOBBICUTH TOYHOCTb
BBISIBJICHHSI TCHETUUYECKUX HApYIICHUH Ha paHHUX CTaJHUSX, YTO OTKPHIBAET HOBBIC
NEPCIEeKTUBBl IS CO3JaHUsl TMEPCOHATU3UPOBAHHBIX IOAXOJ0B K JICUECHHUIO
narueHTos [2].

HecMmoTpst Ha 3HaUMTENbHBIE yCIIEXH B 3TOW 00MacTH, mpodiieMa TUArHOCTHKU
HACJIC/ICTBCHHBIX ~ 3a00JICBaHWI  MO-TIPEKHEMY  OCTaeTcsl  akTyaibHOW  [3].
CoBpeMeHHbIE METOIbl HE BCEr/la MO3BOJIIOT ObICTPO U 3()(PEKTUBHO BBHISBISATH BCE
dbopMbl TeHEeTHYECKUX 3a00JeBaHUM, YTO TpeOyeT MaTbHEUIUX WCCIIEIOBAHUNA H
COBEpIICHCTBOBAHHUS TUAarHOCTUYECKUX MOIX0A0B. BBeieHEe HOBBIX BHICOKOTOUHBIX
TEXHOJOTHH M HWHTETpalus WX B KIWHUYECKYIO MPAKTUKY MPEACTAaBIAECT COOOM
BaXHBIN IIar B yJIYyYIIEHUU TUArHOCTUKU U JICYEHUS HACJIEICTBEHHBIX 3a00JIeBaHU
[4].

[lenpto maHHOM pabOTHI SABJISETCS aHAIU3 SBOJIOIUH METOAOB TUATHOCTHKHU

HACJICJICTBEHHBIX 3a00JICBaHUM, UCCIEAOBAHUE POJIM TEHETHYECKUX (PAKTOpOB B UX
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Pa3BUTHHU U OOCYKICHHE COBPEMEHHBIX TEXHOJIOTUH, MPUMEHSIEMBIX JIJISl BBISIBJICHUS
Takux 3aboneBanuil. B pamkax wucciemoBanusi OyAyT pPacCMOTPEHBI OCHOBHBIE
JOCTHXKEHUSI B 00JIACTH JUArHOCTUKH, MX BIMSHUE HA KIMHUYECKYIO NMPAKTHKY, a
TaK)Ke MEePCIEeKTUBBI OyMYIIETO pa3BUTHUS T€HETUIECKOMN TMArHOCTHKH.

OcHOBHasl YACTB.

DKCIIEpUMEHT, IPOBEACHHBIN B paMKaxX JaHHOTO KCCIJICIOBAHMS, HAIIPABIICH HA
aHAIN3 Pa3IUYHBIX METOJIOB JTUATHOCTUKHU HACJIEICTBEHHBIX 3a00JICBAaHHUI C YYETOM
DBOJIIOLIMM JHUATHOCTHYECKUX TEXHOJOTMM M WX IPUMEHEHUS B KIMHUYECKOU
IIpakTUKe. BaxHenmen 3amadedl OKCIEPUMEHTAa SABISIETCA M3YYEHHE POJIU
reHeTH4YecKuX (aKTOpOB, MX B3aWMOCBSI3U C MATOreHE30M 3a00JeBaHUN U OlIEHKa
TOr0, KaK HOBBIE MOJEKYISIPHO-TCHETUUYECKUE METOAbl H3MEHSIOT MOJXO0MAbl K
JTMArHOCTHKE HACIIEJICTBEHHBIX 3a00JI€BaHUN.

Jns Havana Obula  BbIOpaHa  rpylna MNalMEHTOB C  pPa3IMYHBIMHU
HACJICJACTBEHHBIMH  3a00JICBaHUSMH, TPEACTABICHHBIMA KAaK  MOHOTCHHBIMH
3a001€BaHUSMUA, TaK W MHOTO(AKTOpPHBIMU HapymieHusMHu. Kaxmoe 3abosieBaHue
MMEET CBOM XapakTep HacjeJI0BaHUs, YTO TpeOyeT crnenupuyIecKux MoaX0/I0B K €ro
muarHoctuke. Cpenn HHX ObUIM  pPAacCMOTPEHBI KaK peAkue, Tak ©  OoJjee
pacrpocTpaHEHHbIE TMaTOJOTUM, TaKhue KaKk MYKOBHUCIUI03, cUHApoM JlayHa,
(heHMIKeTOHYpHsI, HEHpoIeTeHepaTUBHbBIE 3a00JI€BaHUS U HACIEICTBEHHBIE (HOPMBI
paka.

OCHOBHOM METOJIUKOW JTUArHOCTHUKH, BBIOPAHHOMW [JIsi HMCCJEAOBAHUS, CTaJo
HCIIOJIb30BaHUE MOJIEKYJIAPHO-TEHETUYECKUX METO/0B, BKJIFOYast [I11P
(monMMepa3Hyl0 LEMHYH pEeaKlUi0), CEKBEHHUPOBAHUE CIICYIOIIETO IOKOJICHUS
(NGS) u mukpomaccupsl JIHK [5]. DT MeTOABI MO3BOJISAIOT C BBICOKOH TOYHOCTHIO
BBIABJISATh MyTaluu Ha ypoBHe [IHK, 4TO 3HAYMTENBHO MOBBIIAET BEPOSITHOCTH
JMAarHOCTUKKM 3a00JIEBaHMII Ha paHHEW CTaauu, a TaKXKe IO3BOJISIET MPOBOIAUTH
F€HETUYECKOE KOHCYJIbTUPOBAHME W MPEJICKA3aHUE PHUCKOB [JIsi MOCIEIYIOMINUX

MOKOJICHUI.
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OnHuM 13 KIIFOYEBBIX ATANOB SKCIIEPUMEHTA CTAJIO UCIIOJIH30BAHUE TEXHOJIOTHU
CEKBEHUPOBAHMSI T€HOMa HOBOI'O IOKOJEHUS. DTOT METOJ MO3BOJISIET HE TOJBKO
BBISIBUTH U3BECTHBIE MyTallU, HO U OOHAPYKUTh paHEE HEM3BECTHHIE T€HETUUECKHE
aHOMaJIMM, 4YTO OCOOEHHO BAXHO [UISI JUArHOCTHKU PEAKUX HAacleIACTBEHHbIX
3a0oneBanui. CeKBEHUPOBAHUE N'€HOMA BKJIIOYAJIO IMOJHOE WJIM YAaCTUYHOE YTEHHE
TEHETUYECKOro KoJa MalKueHTa ¢ JalbHEHIIUM aHAJIM30M MOJIYYEHHBIX JTaHHbIX. /(s
3TOr0  HWCIOJIB30BAIUCH CIEHUATM3UPOBAHHBIE IPOrPaMMHBIE MPOIYKTHI IS
OMOMH(POPMATUYECKOTO aHallM3a JaHHBIX, KOTOpPbIE IMO3BOJSIIIM COMOCTABIATH
pe3ynbTaThl CEKBEHUPOBAHUS C 0a3aMM JIaHHBIX W3BECTHBIX MYTAalMil, TaKUM
o0pa3zoM, aBTOMATU3UPYs MPOLECC TOUCKA BO3MOYKHBIX MMaTOI€HHBIX BAPUAHTOB.

Kpome Toro, B mnpouecce ucciaeAoBaHUs ObLIO HUCHOJIB30BAHO HECKOJIBKO
METOJIOB, HAIIPABJIEHHBIX Ha YTOUHEHUE KIMHUYECKON KapTHHBI 3a00JI€BaHMs, TAKUX
Kak (pepMeHTaTHBHbBIC aHAJIM3bI U UCCIIEIOBAHMS YPOBHA OMOMAapKEepOB B KPOBU. DTH
MOAXO0/bI CIY’KaT JOMOJHEHUEM K MOJIEKYJIIPHBIM METOJIaM U MO3BOJIIIOT C BBICOKOM
BEPOATHOCTHIO TOCTAaBUTh JHArHO3, €CIM TeHeTHYecKas HH(OpMaIHs OCTaeTCs
HEJIOCTaTOYHOM /11 OKOHYATEJIbHOTO 3aKJIFOYEHUS.

KaxnomMy mnamueHTy, yd4acTBYIOIIEMY B  DKCIIEPUMEHTE, IPOBOJMIIOCH
IF€HETUYECKOE KOHCYJIbTUPOBAHUE, KOTOPOE BKIOYAIO COOp MOAPOOHOW HCTOPHUU
00JIe3HH, a TaKKe M3YYEHUE N'eHEaJOTuU U MPEAPACIIONOKEHHOCTH K 3a00JIE€BaHUSIM.
B xoze ucciienoBaHusl TakXke aHAIM3UPOBAIUCH JTaHHBIE CEMEMHOW HCTOpPUH, YTO
MO3BOJIMJIO BBISIBUTH CIIy4aW HacieAOBaHUs 3a00JIeBaHUN B HECKOJIBKO MOKOJIEHUH,
YTOYHSS MOJEIM HX Tnepenaud. TakuM o0pa3oMm, TpaJAUIMOHHBIE METOJIbI
JIMArHOCTUKH, TaKUE KaK aHalu3 MCTOpuM Ooyie3HH M (u3nyeckoe oOcieroBaHUE,
WHTETPUPOBATIUCH  C  BBICOKOTEXHOJIOTMYHBIMA  METOJIAMHU  MOJIEKYJISIpHOM
JUArHOCTUKH.

Meronvka npoBeAeHUS HCCIEJOBaHUN Oblila TIIATEIBHO BBICTPOEHA, YTOOBI
00ecIeunTh TOYHOCTh U BOCIPOM3BOJUMOCTH TIOJYYEHHBIX pe3yibTaToB [6].

Kaxxnprii sTan AuarHOCTUKM OBUT 3aJI0OKYMEHTHPOBAH, BKJIIOYas TMpoiecc coopa
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00pa3moB, MOArOTOBKY OHOMaTepualia, NpPOBEACHUE JTa0OpPaTOPHBIX aHAIHW30B H
WHTEPIIPETAIIMIO PE3yJIbTaTOB. TakKe YYUTHIBAICS (PAKTOP BPEMEHHU, IOCKOJIBKY
HOBBIC TEXHOJIOTMH, TaKWE KaK CCKBEHHPOBAHUE, TIO3BOJISIFOT MOJIY4aTh PE3yJIbTAThI
ropa3zo OBICTpee, YeM TPAJWIMOHHBIC METOJbI, TaKWE KaK THCTOJIOTHYECKOES
UCCIICIOBAHME.

BaxHbIM acIeKTOM HCCIICIOBaHUS CTAJO B3aMMOJCHCTBHE C TAIlMCHTAMH Ha
Bcex dTamax. CoOpaHHble 00pa3llbl AaHATW3UPOBAIUCH HE TOJBKO MJIs IIeJeH
JMArHOCTHKH, HO W JIJIsl IOCTPOCHUS OOIIUPHOM 0a3bl JaHHBIX, KOTOpasi B OyAyIIeM
MOXKET OBITh HCIIOJIb30BaHA JUIsI Pa3pa0OTKH HOBBIX METOJIOB  BBHISBIICHHSI
HACJICJICTBEHHBIX 3a00JICBaHUMN, a TAKXKE JJIs MPOBEJCHUS HAYYHBIX HCCIICIOBAHUM,
HAIPaBJICHHBIX Ha CO3JJaHUEC METOI0B PAHHEH JUArHOCTHKH.

OnvH W3 BaXKHBIX acCIeKTOB, Ha KOTOPHIA oOpamajioch BHUMaHHWE B XOJe
OKCIEPUMEHTa, 3TO OTHYECKUE MPOOJIEMBI, CBS3aHHBIC C TCHETHYCCKUM
TecTUpoBaHueM. [lareHThl JOHKHBI OBLIM J1aBaTh HH(POPMHUPOBAHHOE COTJIACHE Ha
ydacThUe B HWCCIICIOBAHWH, YTO BKIIFOYAJO Pa3bICHEHHUE BO3MOXHBIX IOCICICTBHMA
BBISIBJICHUS TCHETUYCCKUX aHOMAJIMH, KakK IS HUX CaMHUX, TaK U JJI MX OJM3KUX
POJICTBEHHUKOB. B paMkax HCCIEIOBaHUS TaKKE MPOBOJMUINCH KOHCYJIbTAIIMH C
MICUXOJIOTAMH M TCHETHYECKUMHU KOHCYJIbTAaHTAMH JIJII MHHHMH3AIMH BO3MOYKHOTO
cTpecca U 0eCIIOKONCTBA, CBA3aHHOTO C TIOJYYCHUEM PE3yJIbTATOB TECTOB.

B xoxe »skcrepuMmeHTa OBUT TIONY4YeH pPsJ WHTEPECHBIX M BAXKHBIX IS
JaJIbHEHIIEr0 pa3BUTHS OOJACTH TIE€HETHYECKOH JIMarHOCTUKH PE3yJIbTAaTOB.
Hanpumep, ObUTH BBISBJICHBI CITy4ad, KOT/Ia UCIIOJb30BaHNE TOJHKO OJHOTO METOJa
(HampuMmep, CEKBEHHPOBAHMSI) HE JABAJIO TOYHOTO JWArHO3a, W JIUIIb KOMILICKCHBIN
MOJIXO0J] C MPUMEHEHHEM JIOTIOJIHUTEIbHBIX TECTOB MO3BOJIMUII BBIIBUTH 3a00JICBAaHUE.
DTO MOATBEPXKAACT, UTO JUISI TUATHOCTHKH CIIOKHBIX HACJICJICTBECHHBIX 3a00JICBaHMIA
HEO0OXOMMO HKCIIOJIB30BaTh MHOTONMPO(HUIBHBIA IMOAXO0J, COuYeTask MOJICKYJISIPHO-
TCHCTUYSCKUE METOJbl C TPAIUIIMOHHBIMU KIMHHYSCKUMH W J1a00paTOPHBIMH

uccieaoBaHusmMu [7].
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Kpome ToOro, ObM TONyYeHBl JdaHHbIE O YacTOTE€ PacHpOCTPaHEHUS
IFEHETUYECKUX aHOMAJIMK B Pa3HBIX MOIYJSALMIX, YTO IO3BOJSET HE TOJIBKO TOYHEE
BBIABJIATE PUCKU JUIA  Ka@KIOIO OTAEIBHOIO IIAlMEHTa, HO U IIOMOraeT B
IUTAHUPOBAHUM MAaCCOBBIX MPOPUIAKTHUECKUX MEPONPUATUNH M CKPUHUHTOBBIX
IpOrpaMM JJisi PaHHErO BBISIBICHUS HACJIEJICTBEHHBIX 3a00J€BaHUI B pa3iIMYHBIX
CTpaHax ¥ perHoHax.

Pe3yabTarhl HCCIEe10BAHMSA.

B Xozxe npoBeneHHOro JKCIEpUMEHTa ObUIM IOJYy4YEHBbl BAa)KHBIE JIaHHBIE,
KOTOPBIE MO3BOJISIOT OLIEHUTH 3()(PEKTUBHOCTH MPUMEHSIEMBIX METOJIOB JUATHOCTUKH
HACJIECTBEHHBIX 3a0oneBaHuil. OIMH U3 KIIOUEBBIX aCIEKTOB HCCIIEJOBAHMS
3aKJIFOYAJICA B CPABHEHUU TPAJUIIMOHHBIX METOJOB C COBPEMEHHBIMU MOJIEKYJISIPHO-
FEHETUYECKUMH TOAXOJAaMH, TAaKHUMHM KakK CEKBEHHPOBAHME TI'€HOMa HOBOTO
nokoJienust (NGS) u ITIP-nuarnoctrka. Pe3ynbraTsl mokasajiu, 4TO MOJICKYJISIPHbIC
METO/Ibl AMATHOCTUKH 3HAYUTEIHbHO YBEIMYUBAIOT TOUHOCTh U OBICTPOTY BBISIBICHHUS
HACJIEICTBEHHBIX 3a00JIeBaHM, a TaKXe MO3BOJISIIOT OOHAapyXKMBaTh MYyTallUH,
KOTOpbIE HE BCEerja MOXXHO HWIASHTU(ULIUPOBATH C TMOMOUIBIO TPaJAMIIMOHHBIX
METOJIOB.

Hanpumep, B OTHOM M3 ClydaeB, CBA3aHHOM C MYKOBHUCIIMA030M, IPUMEHEHHE
IIIIP mo3Bonmio BeISIBUTH M3BeCTHYIO MyTauuto B reHe CFTR, onHako pe3ynbrarsl
CEKBCHHPOBAHMS TI'€HOMA IIOKa3aJu JONOJHUTEIbHBIE aHOMAaJIUU, KOTOpBIE
TPaJAUIIMOHHBIE METOJbl HE MOTJHU 3a(QUKCUPOBATh. ITU JOMOJHUTEIbHBIE JTAHHBIE
MO3BOJIJIIN 00Jiee TOYHO OXapaKTepU30BaTh KIMHUYECKYIO KapTUHY 3a00JIeBaHUS U
IIPEUVIOKATh  ONTHUMAJIBHYKO  Tepanuroo. B npyrom  cioydae, CBSI3HOM €
HeWpoJlereHepaTUBHBIM 3a00€BaHUEM, ObUIO YCTAHOBJIEHO, 4YTO MCHOJb30BaHUE
METOJ0B CEKBEHUPOBAHUS HOBOT'O NOKOJIEHUS 3HAYUTEIBHO ITOBBICHIIO BEPOSTHOCTH
YCHEIIHOTO BBISIBJIEHWS NATOT€HHBIX BapuMaHTOB B TeHax, Takux kak HTT (rew,

CBSA3aHHBIM C OOJE3HbIO XaHTUHITOHA). [0 TIpUMEHEHUsT OSTUX METO/OB
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OOJBIITMHCTBO TMOJOOHBIX CIIy4aeB HE IUArHOCTHPOBAJHUCH JIO TOSBJICHHS TEPBBIX
KJIMHAYECKUX CUMIITOMOB, YTO TOBOPUT O BaKHOCTH PAHHETO BBISBJICHUS.

beutn monydeHbl TaKkKe JAHHBIC, KOTOPBIE NOATBEPKAAOT BaXXHOCTh
KOMOWHHUPOBAHUS PA3TUYHBIX METOJIOB JIJIsl O0Jiee TOUHON JUArHOCTUKH. B omHOM U3
HKCIIEPUMEHTOB, MOCBSIIEHHOM (EHUIKETOHYPUHU, TPAJULHUOHHBIE METOJIbI, TaKUe
KaK HM3MEpeHHe YypOBHA (EHUJIaTaHMHA B KPOBH, Jlalld CTAaHJAPTHBIA pe3yibTar,
OJIHAKO CEKBCHHPOBAHME TE€HOMAa IIO3BOJUJIO OOHAPYXKUTh PEAKYI0 MYTallUIo,
KOTOpast Morjia Obl OCTaTbCsi HE3aMEYEHHOM TpU UCIHOJIb30BAHUU  TOJIBKO
OMOXMMHUYECKUX aHAJTU30B. DTO JIEMOHCTPUPYET, KAK COBPEMEHHBIE MOJICKYJISPHBIC
METO/Ibl CITIOCOOHBI JIOMOJIHATh TPAJUIIMOHHBIE TECThI, MPEAOCTABIISAL 00Jiee MOTHYIO
KapTUHY 3a00JICBaHUS.

Kpome Toro, uccienoBanne mokasajio, YTO HKCHOJIb30BAHUE CEKBEHUPOBAHUS
CIEAYIOIIETO MOKOJEHUS ITO3BOJIIET HE TOJIBKO BBISIBUTH MYTAallMM B W3BECTHBIX
reHax, H0O ¥ OOHApyXUTh HOBBIC TMATOTEHHBIC BAPUAHTHI, KOTOPHIC MOTYT OBITH
MPUYMHON PEAKUX HACIICJICTBEHHBIX 3a00JieBaHMii. B 0THOM U3 Ciy4yaeB, CBSI3HOM C
PEIKUM METAa0O0JIUUYECKUM PACCTPOUCTBOM, ObLIIO YCTAaHOBJIEHO, YTO MyTallMs B TE€HE,
HE BXOJAIIEM B CTAaHMAPTHBIM TMaHENTh JJIs JUATHOCTHUKU, MOTJa ObITh MPUIUHOU
3a00eBaHusA. DTOT Ciiy4yall MOATBEPIUI HEOOXOJIMMOCTh PACIIUPEHUs MaHeNen s
JIMarHOCTUKH HACJICJICTBEHHBIX 3a00JICBAHUM C YYETOM HOBBIX JIAHHBIX, [TOJTy4aeMbIX
Oyiaroiapsi MOJIEKYJIIPHO-TEHETUYECKUM TEXHOJIOTHSIM.

OnnumM n3 HanboJiee 3HAYMMBIX PE3YyJIbTaTOB ObLJIO BBISIBIICHHE 3HAYUTEIBHOTO
COKpAIlICHUs] BPEMEHU Ha MOCTAaHOBKY JAuarHosa. Hampumep, B ciydae JUarHOCTUKH
MYKOBUCIIHJI03a ¥ (EHUIKeTOHypuu, wucmnoias3oBanue [I[[P u cexkBeHmupoBaHus
MO3BOJIMJIO TOJYYHUTh PE3YJAbTaThl 3a HECKOJBKO JHEW, B TO BpeMs Kak
TPaJUIIMOHHBIE METO/IbI, TAKUE KaK TECThl HA YPOBEHb (DEPMEHTOB U OMOXUMUUYECKHE
QHAJIM3bl, MOTJIM 3aHUMaTh HENENU JJIsl TOJYYECHUS TOYHBIX PE3yJbTaTOB. IJTO
O0COOEHHO BaXXHO [JIsi OOJIe3HEH, MPU KOTOPBIX CBOEBPEMEHHOE JICUCHHE MOXKET

CYHICCTBCHHO YJIYYIIUTb Ka4YCCTBO KU3HU IMAITHUCHTOB WJIN AAKC CIIACTHU KU3HU.
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JlaHHBIE O PACHPOCTPAHEHHOCTH T'E€HETUYECKUX AaHOMAJIMM B PA3JIUYHBIX
MNOMYJSILUSAX ~ TAaKXKE  NPOJEMOHCTPUPOBAIM  MHTEPECHBIE  3aKOHOMEPHOCTH.
Hanpumep, cpeau mnamyeHTOB ¢ MYKOBHCIHI030M OBLUIO OOHApY>KEHO, 4YTO B
MOMYJSIIUSAX C  €BPONEWCKUM npoucxoxiaeHneM dvactora wmyrtamuii CFTR
3HAQYUTEIBHO BBINIC, YE€M B TMOMYJSAUMSIX C adpPUKAHCKUM WM a3uaTCKUM
MIPOUCXOXKJICHUEM. IJTO OTKPBITUE TOAYEPKUBAECT BAXKHOCTh YY€Ta ASTHHUYECKHUX
(hakTOpOB NpH pa3pabOTKe AMATHOCTUIECKUX MPOTPAMM U CKPUHUHTOBBIX TECTOB.

Kpome Toro, pe3ynbTaTbl MOKa3bIBAIOT, YTO T'€HETUUYECKOE KOHCYJIbTUPOBAHUE
UTPaeT BAXHYIO POJIb B OIICHKE PUCKOB HACIEACTBEHHBIX 3a00J€BaHUN, OCOOEHHO
JUISL CeMEH ¢ YK€ HMMEIOIIMMHUCS clydasMu 3a0ojieBaHMi. B HEKOTOpBIX Cilyyasx,
KOTJIa BBISBJISUTMCh MYTallMM, CBS3aHHBIC C PUCKOM Pa3BUTHUS 3a00JICBAaHUM, TaKUX
KaK pak MOJIOYHOHM Keje3bl WIM SUYHUKOB, TMAIMCHTHI MOJydald HH(POPMAIIUIO,
KOTOpasi TMO3BOJBUIA MM TPUHATh HMHGOPMUPOBAHHBIE PEIICHUS OTHOCUTEIHLHO
MPOQPIIAKTHIECKUX MEP, BKIIOUYAs T€HETUYECKOE TECTUPOBAHHME POJCTBEHHUKOB H
npoduIakKTHIECKOe 00CIeI0BaHHE.

B nenom, pe3ynbTarsl SKCIIEPUMEHTA MPOJEMOHCTPUPOBAIIN, YTO COBPEMEHHBIE
MOJICKYJISIDHBIE METOJIbI, TAKUE KaK CeKkBeHMpoBaHue reHoma u [ILP, 3HaunrTensHO
MOBBIIIAIOT TOYHOCTh U CKOPOCTh JIMATHOCTUKU HACJIEJACTBEHHBIX 3a00JICBaHUM.
OnHako OHU TaKXe MOKa3aJld, YTO IS JOCTHXKEHUSI MaKCUMaIbHON 3P ()EKTUBHOCTH
JTUAarHOCTUKM  HEOOXOJMMO HMHTETPUPOBATH  pa3IMUHbIC TOAXOIbI, codYeTas
MOJIEKYJISIPHBIE TEXHOJIOTMM C TPaJAWIMOHHBIMU MeETOoJaMu. TakuM 00pa3om,
pa3paboTka M BHEJAPEHHUE KOMIUICKCHBIX JUArHOCTHYECKUX CTpPATErHuil IPEACTaBIIsSCT
co0Ol KJIIOYEBOM MIar B YIy4YIIEHWW JAMATHOCTUKA U JICUYCHUS HACIIECTBEHHBIX
3a00JieBaHUH B OyaAyILIEM.

3akilouenue

Pe3ynbTarhl MPOBEAECHHOTO UCCIENOBAaHUS MOATBEPAWIA 3HAYUTEIbHBIN
mporpecc B 00J1acTH THAarHOCTUKY HACIICICTBEHHBIX 3a00JICBAHUM C UCITOIb30BaHUEM

COBPCMCHHBIX MOJICKYJEIPHO-TCHCTHUYCCKUX TEXHOJIOTUH. HpI/IMeHeHI/Ie MCTOJ0B
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CEKBCHUPOBAHUSI TIeHOMa HOBOro mnokoineHuss u I[IIP-guarHocTMKM MTO3BOJIMIIO
CYIIECTBEHHO MOBBICUTh TOYHOCTh JMAarHOCTUKH, YCKOPHUTH MPOILIECC BBISIBICHHS
3a001€BaHUN U PACIIMPUTH BO3MOKHOCTH ISl pAHHETO0 OOHAPYKEHUSI TEHETHYECKUX
aHOMaJINii, KOTOpPBIE PaHbIIE MOIJIM OCTaBaThCs He3aMeueHHbIMH. KoMOuHUpOBaHue
Pa3IMYHBIX JIMAarHOCTMYECKUX TOJXOJOB, BKJIOUas MOJIEKYJSIpHbIE METO/BbI,
OMOXMMHUYECKHE TECThl U KIIMHUYECKHE UCCIEeIOBaHUS, MPOAEMOHCTPUPOBAJIO CBOIO
3G (PEeKTUBHOCT, B TOYHOM U CBOEBPEMEHHOM BBISBICHUU HACJIEICTBEHHBIX
3a00eBaHuM, YTO, O€3yCIOBHO, OKA3bIBAET 3HAUMUTEIHHOE BIUSHUE HA YCHEUIHOCTD
JIeYeHHUs U MPOPUIAKTUKY TaKUX 3a00JIeBaHUA.

BaxxHbpIM acmekToM, NOAYEPKHYThIM B XOA€ paloThl, SBISETCA TO, YTO
MOJIEKYJIIPHO-TEHETUYECKUE METO/Ibl IMarHOCTUKU HE TOJIBKO IMO3BOJISIIOT BBISIBUTH
M3BECTHBIC MYTAIlMH, HO U OTKPHIBAIOT HOBBIC TOPU3OHTHI JJIsi OOHAPYKEHHS paHee
HEU3BECTHBIX MATOTEHHBIX BApPUAHTOB, YTO HMEET KPUTUYECKOE 3HAYCHUE IS
JTUATHOCTUKN PEIKUX € CIOXKHBIX 3a00J7€BaHUNA. ITO OTKPBHITHE MOAYCPKUBACT
HEOOXOUMOCTb TMOCTOSIHHOTO OOHOBJICHUS! JUArHOCTHUYECKHUX IaHEJel C ydyeToM
HOBBIX JJAHHBIX, OJIy4aeMbIX OJlaro/iapsi pa3BUTHUIO T€HETUYECKUX TEXHOJIOTUH.

Oco0oe BHMMaHHE B HCCIEIOBAHUM OBLJIO YJEICHO AITHUYECKUM AacleKTam
TF€HETUYECKOr0 TECTUPOBAHMS, YTO TaKXKe SBISETCA BaXHOM YAaCThiO JHOOOM
MporpaMMbl  T€HETUYECKON AuarHocThuku. HWHpopMmupoBaHHOE corjacue U
KOHCYJbTUPOBAHUE TMAIMEHTOB WIPAIOT KIIOYEBYID pOJdb B MHUHUMHU3ALUU
BO3MOJKHBIX HETATUBHBIX TOCJIECICTBUM, CBSI3aHHBIX C PACKPHITUEM TE€HETHUUECKOM
uH(popmaIuu.

Takum 00pa3oM, pe3ynabTaThl padOTHl MOATBEPKAAIOT, UYTO COBPEMEHHBIC
METO/Ibl JUATrHOCTUKK HACIIEJICTBEHHBIX 3a00J€BaHU, OCOOEHHO C MCMIOJIb30BAHUEM
MOJIEKYJISIPHBIX TE€XHOJIOTUW, 3HAYUTENIbHO YJIYUYIIWIM BO3MOXHOCTU JJIsI PAHHETO
BBISIBJICHUSI 3a00JIeBaHUM, a TakkKe ChocoOCTBYIOT Oosiee 3ddeKTuBHOMY U
NEPCOHANU3UPOBAHHOMY MMOAXO0AY K JIEYEHHIO ManueHToB. B Oyaymiem, ¢ yuerom

JAJIbHENIIETO COBEPIIEHCTBOBAHUSI TEXHOJIOTUM MU PACIIMPEHHS] UX NPUMEHEHHUS B
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KIIMHAYECKOW TIPAKTHKE, MOXKHO OXHAATh emle OOoJBIIMKA mporpecc B 001acTH
JTUATHOCTUKY U JICUCHUS HACJICICTBEHHBIX 3a00JIEBaHMM, YTO OyAET CIIOCOOCTBOBATH
3HAYUTENBHOMY YIYUYIICHUIO KA4e€CTBA KU3HH MAIIUEHTOB U CHUKEHHUIO CMEPTHOCTH

OT HAaCJICACTBCHHBIX MaTOJIOTUIA.
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