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MMPOTHO3UPOBAHUE PUCKA BYAYIINX 3ABOJIEBAHUI
C IOMOIbIO TEHETHYECKOI'O TECTUPOBAHUA U CKPUHHUHI'A

AHHOTanusi. B 3TOM 0030pe MBI HOIBITaEMCS aHAIU3UPOBaTh, KaK IPUMEHEHUE
TCHETUYECKOTr0 CKPUHHHTA MOXXET TIOMOYb MEPCOHAIN3UPOBATh METUIIMHCKOE OOCITYKUBAaHHUE IS
OTJEJIbHBIX JIMI] HA OCHOBE UX YHMKAJIBHOI'O I'€HETHYECKOro cocTaBa. B mocienHue rojapl METOAbI
TE€HETUYECKOTO CKPUHUHIA CTAHOBSATCS Bce Oojiee JOCTYIHEE M NPUBJIEKAIOT K ce0e BHUMaHUE
HaceJIeHUsI BO BceM Mupe. M3BeCTHO, YTO B HACTOsALIEEe BPEMs 3TO OJMH U3 CaMbIX JEHCTBEHHBIX
MHCTPYMEHTOB JMArHOCTUKH W NPOTHO3MPOBAHUS T€HETHYECKUX Oose3Hell yenoBeka. B crarbe
MOJIPOOHO PACCMOTPEHBI COBPEMEHHBIE METOJbl T€HETHYECKOr0 CKPHMHMHIA M TECTUPOBAHMS,
OTMEUEHBl BCE €ro MPEeUMYILECTBAa, JaHbl PEKOMEHJALUU I CBOEBPEMEHHOIO0 OOHapy>KEeHHS,
JEeYeHHs] Pa3IMYHbIX TEHETHMUYECKUX NaToyorui. B 3akitoyeHMH OTMedaeTcsi CTPEMUTENIbHOE
pa3BUTHE TEHOMHBIX TEXHOJIOTHI U UX MOJIOKUTEIbHOE BO3ACHCTBIE HA COBPEMEHHOE O0IIECTBO.
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Beeaenne

Hcnonp30BaHne TE€HETUYECKOTO TECTHPOBAHMSI OKAa3ajlO IIOJOKUTENBHOE BIIMSHHAE Ha
JICYEHHUE MAlUEHTOB, OTKPBIB IIUPOKHE BO3MOXKHOCTH U JUArHOCTUKU WU IPOTHO3MPOBAHHUS
pucka Oyaymux 3a0osneBaHui. ['eHeTMUecKMH CKPUHHMHI — BaXXHBIH HWHCTPYMEHT JUIS
npeoOpa3oBaHus TOCTHKEHUN B TeHETUKE ¥ TEHOMHKE B TI0JIb3Y OOIIECTBEHHOTO 3/IPABOOXPAHEHHS.
OH no3BOJNSAET NPOBEPUTH M OXAPAKTEPU30BaThb I'€HETHMUYECKHH CTAaTyC YEJIOBEKa, y KOTOPOIO
MOJI03PEBAETCS TMOBBIIMICHHBI PUCK HACIEACTBEHHOTO 3abosieBaHUS. METOABl TE€HEeTHYECKOTO
CKPMHUHIA B IOCJIEAHHUE TOJbl MPUBJIEKAIOT K cebe MHOTO BHHUMAHHUS U CTaHOBSTCS Bce Ooiee
pacIpOCTPaHEHHBIMU U JOCTYIIHBIMHU KaK JUIS OTJEIbHBIX JIMILL, TaK U U1 Bpadeu. Y UUTHIBAsI, YTO HU
OJIUH METOJ] CKPMHUHTa HE MOXKET BBIIBUTH BCE TeHETHUECKHE 3a00JIeBaHMsI, KX bl METO/T 1OJIKEH
OBITh MH/IMBUIyaJIN3UPOBAH C yUETOM MEIUIIMHCKON U CEMENHOM NCTOPUU YETIOBEKa.

[locnennue nocTHxkeHUs B 0ONACTH MOJIEKYJIIPHOM TEHETUKHM M 3aBEpIIEHHE IPOEKTa
«'erom dernoBeka» BHeCTH (EHOMEHAIBPHBIE W3MEHEHHS B KIMHUYECKYyI0 MeaunuHy. OHU
MIPOJIOKUIIM MYTh K OBICTPOMY COBEPILICHCTBOBAHMIO M BHEJPEHUIO HOBBIX TEXHOJOTHUH JUIsl paHHEH
JMAarHOCTUKU W JICUEHHs] TeHeTHueckux 3aboneBanuil. Ilocne 3aBeplieHuss NMpPOEKTa METOJbI

MexnyHapoaHblil Hay4dHbIN xypHan "®narman Hayku' NeS(40) Maii 2026
www.flagmannauki.ru | 8(812)9052909 | info@flagmannauki.ru



PA3JIEJI: MatemaTu4ecKre U €CTECTBEHHBIC HAYKU
Hanpasnenue: buonornueckre Hayku

TCHETHYECKOTO CKPUHUHTA ITOCTETICHHO HAYMHAIOT UTPaTh KIIOYEBYIO POJIh B PYHIAMEHTABHBIX U
MIPUKJIAIHBIX UCCIEAOBaHUAX. MHOTHE paHHUE OTKPBITHS BHECIH BaXKHBIN BKJIa/ B U3y4YE€HHE HOBBIX
TFeHETUYECKUX (PAKTOPOB M UX BIIMSHHUA HA )KU3Hb Y€JIOBEKa U pa3BUTue 3a0oaeBanuil [1].

baza nmanHbIX arperamuu reHoMoB (genom AD) oO0benmamia 15 708 MOJHBIX T€HOMOB U
125748 HSK30MHBIX MOCJIEIOBATEILHOCTEH. AHAIU3 ITUX OOJBIIUX HAOOPOB JAHHBIX ITO3BOJIWI
co3marh Karajor u3 241 MWJUIMOHA BApPUAHTOB, KOTOPBIM CIYXKUT IIEHHBIM PECcypcoM JUis
WCCIeIOBaHUN B 00JIACTM TEHETUKH 4YeJIOBEKa M WHTEPHpETAlMi KIMHWUYECKHUX BapuaHTOB. B
ro6ansHOM Macmitabe ObUTM WIACHTH(GHUIMPOBAHB MHOTHE MUJUIMOHBI T€HOB M TE€HETHYECKHX
BApUAHTOB, UMECIOIINX OTHOIICHHE K 3a00JEBaHUSM, KOTOPHIE MOTYT OBITH CBSI3aHBI C PEAKUMH
3a00JIeBaHUSMU W TIOBBIIIEHHON BOCIPUUMYUBOCTBIO K PACIPOCTPAHEHHBIM XPOHHUYECKUM
3a00J€BaHUsAM, TaKUM KaK pak M CEepACYHO-COCYIUCThie 3aboneBaHus. B Hacrosimee Bpems
oOHapyxeHo Oosiee 1800 reHOB, MMEIOIIUX OTHOIICHHE K 3a00JIeBaHUAM, M JTOCTynHO Ooiee 2000
TEHETUYECKUX TECTOB, KOTOpHIC TO3BOJISIOT HAJIEKHO BBISBISATH pPa3IMYHBIE TEHETHUUECKHE
COCTOSIHHS Y TIALIMCHTOB JIJIs1 PAaHHEH JUAarHOCTUKHU U TeparneBTHYECKOro BMemaTeabcrsa (1).

Pucku pasBuTHs mouTH BceX 3a00JIeBaHMI UeNOBEKa BO3HUKAIOT B pe3yJibTare
B3aMMOJICHCTBHSI YHACIIEIOBAaHHBIX T€HETUYECKUX MyTaluil U (hakTopoB oKpy»katoieil cpensl. [Ipu
9TOM JIIOAU C OOJbIIed TEHETUYECKOW MPEeApPaCIONOKEHHOCThI0 HMEIOT 00Jiee BBICOKYIO
BEPOATHOCTh BO3HMKHOBEHMSI HEOIAroNpUSATHBIX MOCIEACTBUN JiS 3JI0pOBbS OT BO3JEHCTBUS
(haKkTOpOB OKPYXKAIOMICH CPENIbl, YEM IPYTHE.

CoBpeMeHHbIE MeTO/IbI TeHETHYECKOT0 CKPUHUHIA U TECTUPOBAHUS

B Hacrosmiee BpeMs B OONBIIMHCTBE TOCYJapCTB MHpa MPUMEHSIOT CKPUHUHT
HOBOPOJKJICHHBIX Ha BpPOXKJICHHbIE W HACIEACTBEHHbIE TreHeTHueckue 3abosneBaHus. [Ipu stom
CBOCBPEMCHHO BBISBISIOTCS OOJIE3HH, KOTOpPhIE B OyIylleM MOTYT TPUBECTH K TSIKEIBIM
HapyUICHUSIM B Pa3BUTHH OpraHU3Ma U J1aXke K MHBATUAHOCTH. OCOOEHHO BaXXKHO OOHAPYKUThH 3TU
3a00JIeBaHUS B JOKIIMHUYIECKOUW CTaMH, YTOOBI HA3HAYUTH COOTBETCTBYIOIICE JieueHue [2].

B nocnennue roipl reHETUYECKUI CKPUHUHT BCE Yallle UCTIONIb3YEeTCS ISl COJCHCTBUS HOBBIM
pa3paboTkaM B MEIUITMHE, KOTOPHIE OTKPBHIBAIOT OOJBIINE TIEPCIIEKTUBBI IS 3JI0POBbS YEIOBEKA.
DTOT MOAXO/ UCIIONIb3YET 3HaHHWE TeHETUYECKOT0 COCTaBa YeJIOBEKa ISl BBISBICHUS! TOTEHIIUATBHO
MOBBIIIEHHOTO PUCKA Pa3BUTHS OIPEICICHHBIX 3a00JI€BaHUM W JJII PAaHHETO BMEIIATEIhCTBA C
LEeNbI0 MX MpeaoTBpamieHus. ['eHeTHYecKuil CKPUHUHT MOXET MPOBOAMTHCS Ha MOIMYJISIIMOHHOM
YpOBHE MJIsS BBISBJICHHS TOATPYIIBI JIUI, KOTOpPBIE JTHOO YK€ CTpamaroT 3a0oJieBaHUEM, JIHOO
MOTEHIIMAJIBFHO MOTYT MepelaTh ero moToMcTBy. OJHAKO METO/bl TeHETHYECKOr0 CKpUHUHTA Ha
MOMYJIAIIMOHHOM ypPOBHE OYEHb CJIOXKHBI M BKJIIOYAIOT CHCTEMATHUYECKUW aHAIN3 U CHUHTE3
Pa3IUYHBIX BUAOB JIaHHBIX JIJIS TOUYHOM OIIEHKH pHCKa 3a00JieBaHUS, MOJB3bI U 3aTPaT C Pa3HbIX
Touek 3peHus [3]. ['eHeTHYeCKHii CKPUHUHT MOXET IMOMOYb M30€KaTh HEHYKHBIX KIMHUYECKUX
WCCIIeIOBaHUI M TMOMOYb MAaIlMEeHTaM MPUHUMATh OOOCHOBAaHHBIE PEIICHUS O TEepPareBTUUYECKUX
BMEIIIATEILCTBAX, HAMOO0JIEE OIXOIAIIUX I KOHKPETHBIX 3a00JIeBaHUi.

['maBHOE MpeuMyIIECTBO FT€HETHUECKOTO CKPUHHUHTA 3aKITI0YAETCsl B MPEAOCTABICHUHN JIHIIAM
W3 TPYIIBI BBICOKOTO PUCKAa METOJOB MpO(HUIAKTUKH 3a00JCBaHUI M PAHHETO BMEIIATEIhCTBA.
Kpome Toro, BaskHO Takke yUUTHIBATh JTOMOJHUTENbHYIO IEHHOCTh T€HETHYECKOT0 CKPUHUHTA IS
pENICHUs CONMATBHBIX, MMOBEJCHUYCCKUX M IKOJIOTHYECKHX (PaKTOPOB, BIUSIONINX Ha 370POBBE [4].
[Tockonbky Ba)kKHbIE KMU3HEHHBIE pEHICHHs YacTO MPUHUMAIOTCS HAa OCHOBE pe3yJIbTaToB
T€HETUYECKOTO CKPUHUHTA, TOYHOCTh TE€HETUYECKOTO0 TECTUPOBAHMS HMEET TEPBOCTEIIEHHOE
3HaYEHUE; MOITOMY KpailHe Ba)KHO, YTOOBI CKPUHUHI MPOBOAMIICS TOJBKO aKKPEAUTOBAHHOM
BBICOKOKAU€CTBEHHOU JJTabOpaTOpUE.

3HaYUTENbHbIC YCIEXU OCTIEAHUX JIET MOoAaeT OOMbIINe HAACK bl Ha albHeHIlee pa3BUTHE
TEHETUYECKOTO TeCTHUpOBaHMs. biaromaps CTpeMUTEIBLHOMY pPa3BUTHIO TEHOMHBIX TEXHOJOTHMA
TeHETUYECKUN CKPUHUHT CTaJl BAXKHBIM MHCTPYMEHTOM B KIIMHUYECKOM MPAKTUKE U UCCIIEIOBAHUIX
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3aboneBannii [5]. Taxke B mociemHee BpeMs pa3pabOTaHO HECKOIBKO HOBBIX METOIOB
TeHEeTUYECKOTO CKPUHUHTA JUIsl OBICTPOTO M HAJIEKHOTO TECTHPOBAHMS T€HETHUECKOTO MaTepuaa,
YTO TO3BOJISET ONIEPATUBHO OIICHWBATH PA3IMYHbIC TEHETHUECKUE 3a00JIEBaHMSI M TOMOTAET BpayaM
BbIOMpaTh HanboJee MOAXOASIINE TUTaHbI MPOPUIAKTUKH U JICUCHUS.

K paznuuHbIM BUJ1aM FeHETUYECKOTO CKPUHUHIA OTHOCSATCS: TECTUPOBAHUE HOBOPOKICHHBIX,
JUarHOCTHUYECKOE TECTUPOBAHUE, IPOTHOCTUYECKOE U JOCUMITOMATHYECKOE TECTUPOBAHME,
TECTUPOBAHUE HOCUTENIEH, MPEeHATaJIbHOE TECTUPOBAHUE M MPEUMIUIAHTALIMOHHOE TECTHpPOBAHUE.
MaccoBblif CKPUHMHT HOBOPOJKACHHBIX B OCHOBHOM HalleJIeH Ha BbISBIEHUE HACJIEICTBEHHBIX
6one3neit oomena (HBO), Tak kak OHM COCTaBJISIIOT CYLIECTBEHHYIO JIOJII0 M MHOTME M3 HHX
COIPSDKEHBI C TSDKENBIMHM KIMHUYECKUMHU HapyumeHusMu. Cienyer OTMETHTb, YTO Al MHOTHX M3
aTUX Oone3Hel yxe pa3padoTanbl 3HPEeKTUBHBIC METOABI JICUCHHS [2].

CKpUHHMHI HOBOPOJKICHHBIX MPOBOIMUTCSA y MJIAJICHIEB IMOCIE POKICHUS JUIS BbISBICHUS
TFeHETUYECKUX 3a00JIeBaHU, KOTOPbIE MOYKHO JICYUTh HA pPaHHUX CTaAUsIX. B OCHOBHOM, MJIa/IeHLIEB
o0cieyloT Ha TajacceMHio, (PEHUJIKETOHypHIO (TFeHeTHYecKoe 3abojeBaHHe, KOTOpOe IpHU
OTCYTCTBUM JIEUEHHUS MPUBOJUT K YMCTBEHHOM OTCTaJOCTH) U BPOXKJIEHHBIM TUIIOTHPEO3
(3a0osieBaHME WIMTOBHIHOM Kene3bl) [6]. JlMarHOCTMYECKOE TECTHPOBAHHUE TPOBOAMUTCS MJIS
BBISIBJICHUS] TEHETUYECKUX MYTAallUi MJIM XPOMOCOMHBIX aHOMAJINH, BRI3bIBAIOIINX 3a00JICBaHNUS, U B
OOJIBIIMHCTBE CIIy4aeB HCIOIb3yeTCs [UIsl MOATBEPXKACHHUS JMarHo3a, KOrja Ha OCHOBAaHUU
CUMIITOMOB  3a00JIeBaHHsI  TOJO3PEBACTCA  ONPEACICHHOE COCTOsSHHE. JIMarHOCTHYECKOoe
TECTUPOBAHUE JOCTYIHO HE JUJIsl BCEX I'€HOB WMJIM T€HETUYECKUX 3a00JIeBaHMI U MOXET OBITh
MIPOBEICHO Cpa3y MOCIE POXKICHUS UK B JTF000€ BpeMsl B TEUCHHUE JKU3HU UesoBeKa [7].

IIpocnocmuyeckoe n documnmomamuyeckoe TeCTUPOBAHNE UCTIONIb3YETCs, KOTa CUMITOMBI
ele He MPOSIBIINCH, HO CYIIECTBYET BEPOSTHOCTh HAJIMYHUS MYTAllMM U Pa3BUTHA 3a00JIeBaHUS B
6osee no3aHeM Bo3pacte. [Ipornoctuyeckoe TECTUPOBAHUE MOKET BBISIBUTh N'€HETHUECKHE MyTalluU
y 4eJI0OBEKa, Y KOTOPOro HAaYHYT IIPOrPEeCCUPOBATH 3a00JI€BaHUS C TEHETUUYECKON OCHOBOM, TaKHE KaK
HEKOTOpBIE BHJBI paka, TOrJa KakK JOCHMITOMAaTHYECKOE TECTUPOBAHHWE MOXKET OMpPEIEIHTh,
Pa30BbETCS JIM Y YEJIOBEKa FeHeTHYECKOe 3a00JIeBaHNE, HAIIPUMED, HACJIEICTBEHHBI FEMOXpOMaTO3
[8]. TecTpoBaHMe Ha HOCUTENHCTBO AKTYalIbHO IS JIIOJIEH, SIBIISIOUINXCS HOCUTEISIMU MYTalluu U,
XOTsl CaMHU HE CTPaJaroT OT 3a00JieBaHUs, MPEICTABIAIOT PUCK AJISl CBOETO IOTOMCTBA, KOTOPOE
MOXKeT OBITh TopaxkeHo. Ecnu o06a poautesss mpoXoAsT TECTUPOBAHUE, TECT MOXKET MPEJOCTABUTH
MH(POPMAIIHIO O PHCKE POXKICHUS peOeHKa ¢ TeHeTUIECKUM 3a0oJeBanneM y napsl (12).

Ilpenamanvnoe TeCTUpPOBAHWE BAXKHO [JJIS CeMEW C M3BECTHBIMU TE€HETHYECKUMU
3a00JIeBaHUSAMH, ITOCKOJIBKY OHO IO3BOJISIET BBISIBUTh M3MEHEHHUSI B T€HAX MJIM XPOMOCOMAax IUIOna
70 POKIEHHS, YTO TOMOTaeT OMpeAeNUTh BCE BO3MOXKHBIE HACIIEJCTBEHHBbIE 3a00JIEBaHUS U
BpOXKIEHHBIE Jle(eKThl. [IpeMMIIaHTallMOHHOEe TECTUPOBAHUE WCIOJIB3YETCS JUIsl BBISBICHUS
TeHEeTUYECKUX M3MEHEHUH B HSMOpPHOHAX M MOXET CHU3UTh PHCK pPOXACHUS pebdeHKa ¢
OTIpe/IeIEHHbIM T€HETUYECKUM WM XpPOMOCOMHBIM paccTpoiicTBoM [9]. He cymiectByer ennHoro
METOJla TEHETUYECKOT0 CKPUHHUHTA, CIHOCOOHOTO BBISIBUTH BCE TIeHeTHueckue 3aboneBanus. K
pPa3IMYHBIM THUIIAM JIOCTYIIHBIX METOJOB TE€HETHYECKOro CKpUHHMHra otHocsTtcss HotSpot wu
KOMIUIEKCHOE MPOUINPOBAHHUE, TECTUPOBAHUE OTAEIBHBIX I€HOB, aHANU3 JIEJCIHH/ Iy TUIUKAIIHA,
aHaJIN3 pacIIMPEHHs] MOBTOPOB, MAaHEIbHOE TECTUPOBAHUE U KPYIHOMACIITAOHOE T€HETHYECKOe
TECTUPOBAHUE C UCIIOJIb30BAHUEM CEKBEHUPOBaHMs HOBOTo nokosieHus (NGS).

Meton HotSpot-npogunuposanus poxycupyercs Ha KOHKPETHBIX y4acTKaX T'eHa, KOTOpHIE,
KaK W3BECTHO, CBsi3aHbl C 3a0oneBanueM. OH aHAIM3UPYET OTHENbHbIE OO0NacTH TeHa, He
paccmaTpuBas OCTAJIbHYIO €r0 4YacTh, M YacTO YIIyCKAeT MOTEHIMAJbHO Ba)KHbIE JUIS JICYCHUS
n3MeHeHus. KommnekcHoe npoduiarpoBaHie aHAIU3UPYET BECh T€H HEIUKOM, YTOOBI BHISIBUTH BCE
BO3MOJKHBIE M3MEHEHUS, KOTOPBIE MOTYT CHOCOOCTBOBAaTh pa3BUTHIO 3aboieBaHus. OHO TaKke
pacmupsieT BO3MOXXHOCTH TecTHpoBaHus HotSpot, aHanm3upys Kak KOAUPYIOIIHME, TaK M
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Hekoaupytomue mnocinenoBatenbHoctTd  JIHK, urto mno3Bonser mnomyuuTs Oojee MOJIHOE
npeacTasieHue o reHax [10].

Monozenemuueckoe TECTUPOBaHUE TPOBOIUTCS ISl BBISIBICHUS M3MEHEHMH WM MyTalUid B
onHoM reHe. OHO MOXKET MPOBOAUTHCS, KOT/A y JIIO/EH HaOMIOAAIOTCS CUMITOMBI OIMPEIETICHHOTO
3a0oneBaHus WM cunapoMa. [Ipumepamu cityyaeB, Korja mojie3H0O MOHOT€HETHUECKOE TECTUPOBAHUE,
SIBJISIFOTCSI MbIIIeYHast AUCTpodus J[foleHHa Wi ceprioBUIHOKIIETOYHAs aHeMUsl. MOHOTeHEeTHYeCKOoe
TECTUPOBAHUE TAKKE MOXKET UCIOJIb30BaThCS, KOT/Ia B CEMbE U3BECTHA T€HETUYECKasi MyTalusl. AHaIN3
JeNeUi/ Iy TTKAIMN UCTIONB3YeTCs JUIsl OLCHKU YaCTUYHBIX WM MOJHBIX ACTCU WK TyTUTHKAIIA
T'€HOB, OIPEEIAEMbIX Ha YPOBHE 9K30HOB. CyIlIECTBYET HECKOJIBKO KaTeropuii 3a005ieBaHUM, KOTOPbIE
MOYHO HCCIIEIOBAaTh C TIOMOILBIO aHAINM3a JeICLUA/yIIIMKAU/, BKIII0Yas ayTOCOMHO-JOMHHAHTHbIE
HapyLIEHUs Pa3BUTHUS, BbI3BAHHbIE TallIO-HEJOCTATOYHOCTHIO, CHHIPOMBI  MHOXKECTBEHHbBIX
BPOXKIECHHBIX aHOMAJIMH, HACJIEJICTBEHHBbIE (CeMeiiHbIe) pakoBble 3a00JI€BaHHS U CUHAPOMBI T€HOMHOM
HECTaOWJIBHOCTH, ayTOCOMHO-PELIECCUBHBIE  META0OIMYECKUE  PACCTPOMCTBA,  X-CLEIUICHHYIO
YMCTBEHHYIO OTCTaJIOCTh, PAcCTPOMCTBA ayTUCTUYECKOTO CIIEKTpa, HACIE/ICTBEHHBIE 3a00JIeBaHMUS
Ceplla U HACJIECTBEHHbIE 3a00JIEBaHUS TJ1a3.

AHanuz skcnancuu nOBMoOpAUUXCA NOCIe008amenlbHOoCmell SIBISIeTCS MPEANOYTUTEIbHBIM
WHCTPYMEHTOM I10 CPAaBHEHHUIO CO CTaHIAPTHBHIMH METOAAMHU CEKBEHHPOBAHUS IJIsi OOHApYKEHUS
HEOOJBIINX MOBTOPSAIOIINXCS HYKICOTUIHBIX MPUOOPETEHUN WM NOTEPh B T€HOME, TaKUX KaK Te,
KOTOpBIE HaOJII0IAI0TCS npu 3a00JIeBaHUsX, CBA3aHHBIX  C MTOBTOPSIOLIUMUCS
MOCJIeIOBAaTEILHOCTAMHU, BKItouast arakcuio @puapeiixa (FRDA), 6onesnr Xantunrrona (HD),
6o1e3ub [ mpbepTa-MroneHrpaxTa, MUOTOHUYECKYIO nmuctpoduto 2 tuna (DM2) u op [11].

Ilanenvuoiii cenemuyeckuti mecm UCTOIB3YETCS JUJIsl OLIGHKH U3MEHEHH BO MHOTHX T'€Hax B
paMKax OJHOro wuccienoBaHus. IlaHenu reHeTHYecKOro TECTUPOBAHMS NOIAPA3ACIAIOTCA Ha
pa3nuyYHble KAaTeropud B 3aBUCHMOCTH OT MEAMIMHCKHUX MOKa3aHuid. [IpuMepamu mnaHeIbHBIX
TFEHETUYECKUX TECTOB SBIISIOTCS HU3KUHA MBIIIEYHBIH TOHYC, HH3KMH pOCT M SIUIENCHS.
KpynHomacmrabHoe reHeTHUecKoe TECTUPOBAHKE BKIIOYAET B ce0s1 CEKBEHHPOBAHKE BCETO SK30Ma
(WES) u cexBenunpoBanue Bcero renoma (WGS). WES ananusupyer Bce reHbl B TeHOME, CBSI3aHHBIC
¢ 3aboneBaHUAMH (KIUHUYECKHA 3K30M), Torma kak WGS anammsupyer Bcro JIHK mammenta
(BKJIIOYasi F€Hbl ¥ HEKOAMPYIOIINE MOCIEA0BATEILHOCTH) OJHOBpEMEHHO [12].

3akiroueHue

bnarogaps cTpeMUTENbHOMY pPa3BUTHIO F'€HOMHBIX TEXHOJIOTMH T'€HETUYECKUIl CKPUHUHT
CTall HE3aMEHUMBIM WHCTPYMEHTOM B KJIMHHUYECKOH MpakTUKE M HCCIEeIOBaHUSX 3a00JIeBaHUU.
I'eneTnueckoe TecTupoBaHue 00J1alaeT OTPOMHBIM MOTEHIIMAIOM M 3a MOCJIEIHUE OBl JTOCTUIIIO
3HAYUTENBHBIX ycrexoB. Bce BbllenepedrcieHHble METObl T€HETUYECKOTO CKPUHUHTA JIOJIKHBI
OBITh MHANBUAYAIU3UPOBAHBI C YYETOM MEIUIIMHCKOM M CEMEMHOIN UCTOPUH YETIOBEKA, a TAKXKE TOTO,
Kakoe 3a0oyieBaHHEe OH TecTHpyeT. OJHAKO STH METOIbl BCE €Ille HaXOASATCS Ha paHHEW CTaauu
pa3BuTHA M TpeOYyIOT JaJIbHEHIIMX MCCIEAOBAaHUN HE TOJBKO JJIS BBISABICHUS CBSI3€H MEXIY
TeHeTUYECKUMU (paKTOpaMu U pe3yJIbTaTaMu JICUSHUSI, HO U JIJISl IOATBEPKACHUS ITPEIBAPUTENbHBIX
pe3yNbTaToB, YTOYHEHHUS 3HAUYEHHUsS TIEHETHMYECKHUX accolualii M uX MpeoOpa3oBaHMs B
peKoMeHAalud Mo TpoduIaKTUKEe U JedeHuto 3aboseBaHuil. [IpuMeHeHHME TE€HETUYECKOTro
TECTUPOBAHUS B MEPCOHAIM3UPOBAHHOW MEIUIMHE I03BOJSET aJalTUPOBaTh MEIUIIMHCKOE
00CITy>KMBaHUE K MHAUBHUIYAIbHBIM MOTPEOHOCTSIM KaXkKJIOTO YeJIOBEeKa Ha OCHOBE €r0 YHUKAIHHOTO
TE€HETUYECKOT0 COCTaBa.
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