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PEINEH3US
HA BBINYCKHYIO KBAJIH(PUKAIHOHHYIO paboTy
Jlymmmca Ceprest Slnosuua

«Onpepeirienne HyKJICOTHIHBIX HOCJIC/I0BATCIHBLHOCTEH I'eHOB THMKEILIX Ienel
UMMYHOTJIOOYJIMHOB IPH XPOHHYECKOM JHM(]OJICiiK03¢ METO/IOM CCKBEHMPOBAHUS HOBOI'0

INOKOJICHHHA»

B-xierounsiii  xponuueckuii smmoneitkod (B-XJUJI) — omma w3 nanbosiee
PACIPOCTPAHCHHBIX JIMM(ATHUCCKUX OITYXOJICH, BApHaHThl KOTOPOH CYIICCTBCHHO Pa3jMyaloTcs
110 KJIMHUYCCKOR KapTuHe. B o/tHuxX cirydasx 6051e3Hb OBICTPO IIPOIPECCUPYET, B JIPYTHX — IoJaMu
ne Tpebyer repanmu. Heobxouma panmsis onenka nporsosa reuenust B-XJUI ¢ tem, 4ro6m!
CBOCBPCMCHHO IIPOBOJATH JICUCHUEC, aJ[IITHPOBAHHOC K PHCKY IIporpeccuu 3aboieBaHus Yy
Kak)I0ro KOHKpeTHOro 6osibHoro. Ha cerojiusmmuii jienb OCHOBHBIM KPUTEPHEM, MO3BOJISIONIMM
nipornosuposarh rtedenne B-XJUI sBisercs onpeseliciue HAIMYMs MyTallii 11epecTpOeHHOro
reria I[GHV B oIryXoJIeBOM KJIOHE, T.€. CTeneHb (G PepeHnnpoBKM omyXoJeBoi Kierk. Myranum
KOPPEJIUPYIOT ¢ GJIArONpPHUSTHBIM TIPOTHO30M, HX OTCYTCTBUE — C HeOnaroupustaemM. OJaxko
CyIEeCTBYIONAs pyTHHHAS jlabopaTopHas METO/(MKa JUIs JIAHHOTO aHajn3a MMECT OLPCIICICHHbIC
orpanduenus. PeiicHue OTOH aKTyalbHOIM 3aj@dd IPEUIOKCHO B KBAIH(DUKAIMONIOM
uccinenopanuu  C.SLJ[ymmmca —  OUTMMHU3aIMs PYTHMHHOM — METOJIMKH K TCXHOJIOTHH
CEKBCHUPOBAHUSI HOBOT'O TIOKOJICHHS JUISL CIIOJKHBIX CIIy4acs.

Bo BBCJICHHH aBTOP PacKphIBAacT aKkTyalbHOCTH BBHIOPAHHOH TEMBI, JlaeT 000CHOBAHHE
[eIM ¥ 337124 uccie oBanns. B 0630pe Jmreparyphl JIOCTATOYHO 10/[pOOHO onucano crpocHue B-
KiIeTodHoro perenropa u renos IGHV, nana cupaska o B-XJUI u dakropax mpornosa Ipu
JIAHHOM 3a00JICBAHMY, 110Ka3aHa CBS3b MEKIy cocrosumme reHo /GHV u teyenuem B-XJUIL B
JIAHHOH TJIaBE TAKKE PACKPBIThl HCAOCTATKHA UMCIOMEHCS PYTUHHON METO/IMKH HCCIIC/(OBAHUS
resoB IGHV w ommcan meroyi NGS, npejiaracMblit K JIabHEHINIEMY ITPUMCHCHHIO. B riase
«MaTepralbl B METO/[b» aBTOP TIATEIBHO pazdupaet s1arbl padoTsl. Memomb3yeMpie MCTOJIMKY
COBPCMENHBI ¥ aJICKBATHBI [IEJsSiM U 3ajadaM. B riase «Pesynprars» yoemrebio mokasana
BO3MOKHOCTE H I1€J1€C000pa3HocTh npuMeHeHus Texnojorun NGS Juist CII0KHBIX CIy4acs, Korja
MeTOJ1 cekBeHupoBans 1o CoHrepy He Jjiact pesyipraros. Takum 00pa3oM 3HaIATEIBHAS IPYTIIA



nanpenToB ¢ XJUI cMOXKeT IOIyduTh KOPPEKTHBIH pe3ylbTar, KOTOPHIH panee MM ObUI
HEJIOCTYIICH, U, KaK CJIEJICTBHC, Hanboiee onrumaisaoe seyenue. Kpome toro, C.5. Jlymimc
IPOJICMOHCTPUPOBAJL, YTO 3Ta OUTHMU3UPOBAHHAS METOJIHKA TAKKE TO3BOJIUT PACHIAPHTH 3HANMS
0 peuepryape renos /GHV npu XJII B rpynnax, jannpie 0 KOTOPBIX paHee OTCYTCTBOBAIH, H,
BO3MOIKHO, ITPH JPYIHX JIMM(PATUICCKUAX OIIYXOJISX.

K mejocrarkam jianHoi paGoTBI MOXHO OTHECTH HE/IOCTATOYHbIA 00BEM BHIGOPKHU
CllydaeB, B KOTOPBIX 0OHapyKuJiach TOIBKO OJHA IepecTpoiikoit renos IGHV. Kpome Toro, ne
XBaracT 00CyxkjieHus Bolpoca KoHTpolust apredakto NGS. TeM 1e Menee, OUeBHIHO, YTO JIAHHOE
HCCIIC/IOBAHMC IIAHUPYETCS K IIPOJIOJIKEHHIO, TI0ATOMY B HACTOSIIMI MOMEHT HTH HCJOYCTHI
MOT'YT CYMTATBCSH HCECYNICCTBCHHBIMU. B pabore mnpucyrcTByer HEOOIBIIOE KOIHYCCTBO
OICYATOK, HO MX KOJMYCCTBO KpaiHe Majl0 OTHOCHTEILHO 0OheMa paboThl, €CTh HEKOTOPHIC
PACXOKICHUS B LIPUBC)ICHUN MC/THAHbI BO3pacTa 3a00J1eBalHs B Pa3HbIX YaCTAX pabOThI, a TAKKCE
XOTEJIOCH OBl yBHJIETE OoJlee 01poOHbIC JiereH) (bl K pucynkaMm. Taioke HaOmoaeres Hebobmas
[OTCPSA JIOTUKH B OIMCAHMU HUCIOJB3YEMBIX MeTOJ[0B. OJHAKO BCE ITH MEJIKHE HEJIOYCTHI HE
BIHSIOT Ha 00IICE IOJI0KUTEIBHOE BIICYATICHHIE OT PabOTEI.

Ha OCHOBAHHWH BBINIEIICPCYHCIICHHOTO CHHTAIO, qTo BbINIYCKHaH
KBaupuKanuonnast padora cryuenra Jymuumca Cepres SImoBmua «OnpejreieHue
HYKJICOTH/IHBIX TI0CJICIOBATENBHOCTEH IeHOB TSHKCILIX Ielell HMMYHOIIO0YJIMHOB 1IpH
XPOHHYECKOM JHM(OJICHKO03€ METO/I0OM CEKBEHHPOBAHMS HOBOT'0 TIOKOJICHHSD 3aCHYKHBACT
onenku «Orim4ano», a cam Cepreii SInoBuy — crenenn 6akajiaspa.
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