MEIUIIUHCKOTO YHUBEPCUTETa CBUJACTENBCTBYET O ToM, uTo DeepSeek sBusetcs
MOIIIHBIM M MNEPCIEKTUBHBIM MHCTPYMEHTOM [UIsl TpaHC(POpMalUU TPATUIIMOHHOIO
oOpa3oBarenpHOro npouecca. OH He 3aMeHseT PyHIaMeHTaIbHble METO/IbI — padoTy
C AHAaTOMMYECKMMH I[penaparami, MakeTaMu, TaOluIaMH, Y4YeOHUKaMH H
aTiacaMH, — HO CYIIECTBEHHO JOMNOJHSAET WuX, Mpeayiaras MepCOHAIU3ALHNIO,
MHTEPAKTUBHOCTh W MTHOBEHHYIO OOpaTHyXo CBs3b. BHeapeHne mogo00HBIX
NU-pewiennii TpeOyeT oT nmpodheccopcKo-IpenogaBaTeabCKoro cocTaBa TOTOBHOCTH
K OCBOCHHMIO HOBBIX LH(PPOBBIX KOMIIETEHUUA U IEPEeCMOTpa HEKOTOPBIX
METOJMYECKHX MOoAX0A0B. OJHAKO pe3ynbTarT — NOBbILEHUE 3(P(HEKTUBHOCTH,
JOCTYITHOCTH W KauecTBa OOydeHHUsi OyaylIuX Bpaued — Oe3yCIOBHO, CTOUT ITUX
YCUIIUH.

JIUTEPATYPA

1. O npUOPUTETHBIX HAMPABJICHUSIX HAYYHOW, HAYYHO-TCXHUYCCKOH W WHHOBAI[MOHHOU
nestenbrocTr Ha 2026—-2030 roapr [DnexkTponnsiii pecype] : Vka3 IpesuneHra Pecn. Benapych,
01 anp. 2025 r., Ne 135 : // Hau. npaBooit Wureprer-nopram Pecn. Benapycs, 02.04.2025,
1/21893. — Pexum gpocryma: https://pravo.by/document/?2guid=12551&p0=P32500135. -
Hara noctyma: 10.09.2025.

2. Gibney, E. China's cheap, open Al model DeepSeek thrills scientists [DmexTponmsrii
pecype] / E. Gibney // Nature. — 638(8049). — 2025. — P. 13 - 14. Pexum pgoctyna:
https://pubmed.ncbi.nlm.nih.gov/39849139/. — Jlata noctyna: 10.09.2025.

[EHETUYECKMNE CIPATEIMN ANMATHOCTUKMA
BPOXAEHHBIX OWMBOKMMMYHUTETA ¥ AETEM:
CPABHUTEABHBWA AHAAM3 TAPTETHOTO
N TOAHOIKIOMHOIO CEKBEHUPOBAHWSI

['YpbsdHOBA WNE., BepTeabko B. P., AtobyLukmH A. B.,
BoOPUKNTTO., MNMoaskoBa E. A., CoAHLLEBO A. B.

PecnyOnukaHCkuil HAy4HO-IPAKTUYECKHUM LIEHTP
JNETCKON OHKOJIOTUH, T€MATOJIOTHH U UMMYHOJIOTUH

AKTyajdbHOCTh. Bpoxnéunele ommOku ummyHuteta (BOW) mpencrarisiioT
cOo00l TeTepOreHHYI0 TPYIIY HAaCJIEICTBEHHBIX 3a00JIeBaHUM, XapaKTEPHU3YIOIIUXCS
MOBBIIIEHHONH  BOCHPHUUMYHMBOCTHIO K  HHPEKIHUSIM, AayTOUMMYyHHBIMH |
ayTOBOCHAIMTENIbHBIMU  TIPOILlECCAMHU,  HApPYIICHUSIMU  KPOBETBOPEHUS WU
MOBBIIIEHHBIM ~ PUCKOM  3JI0KaYECTBEHHBIX  HOBooOpa3zoBaHui.  CoriacHo
OOHOBIEHHOW Kiaccuukanuu MeXIyHapOJHOTO COK3a HMMMYHOJOTHYECKHX
cooOmiecTB, omucaHo 9555 Hozonorudeckux ¢opm BOW, accouunpoBaHHBIX C
auenpbHeIME  BapuanTamMu B 504 reHax, pacmpeneneHHbIX 1m0 10 oCHOBHBIM
rpymmam [1].
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Huarnoctuka BOW 3aTpynHeHa u3-3a MEPEKPHIBAIONIUXCS KIMHUYECKUX
MPOSIBICHUN, TE€HOTUMN-(EHOTUIl BapuaOEIbHOCTH M HAIUYMS HECHeUUPUIHOCTH
7a0OpaTOpPHBIX  JAHHBIX, YTO MOAYEPKUBACT HEOOXOAMMOCTh IMPUMEHECHUS
MOJIEKYISIPHO-TEHETUUECKUX METOJ0B. BBICOKONMPOU3BOIUTENbHOE CEKBEHUPOBAHUE
o0ecrieurBaeT MHOXKECTBEHHBIM aHAJIM3 COTEH W THICSY TEHOB, BBISBISAS
OJTHOHYKJICOTHIHBIC BapUAHTBI, MaJIbIe WHCEPIIUU/ACTICIIUN U KPYITHBIC CTPYKTYPHBIC
MEePECTPONKH, BKIOYAs JENCIUU W AYIUIMKAIMA SK30HOB WM IEJIBIX T€HOB, UTO
MOBBIIIAET  CKOPOCTh  MOCTAHOBKM  JMAarHo3a HW  CO3/a€T  OCHOBY ' JJIA
MEePCOHATU3UPOBAHHOTO JICUCHUSI.

Heas. Onpenenutb AHMATHOCTUYECKYHO LIEHHOCTh TAapreTHOW MaHeleH @ u
MOJTHOPK30MHOT'O CEKBEHUPOBAHUS B JMATHOCTUKE MAIMEHTOB C MOJIO3PEHHEM< Ha
BpPOKICHHBIE OTMOKH UMMYHUTETA.

Metoabl ucciaenoBanus. B uccienoBaHue BKIIOYEHBI HAIUEHTHI JETCKOIO
BO3pacTa U3  HEPOJCTBEHHBIX ceMeld 0e3  OTATrOIIEHHOrO, aHaMHe3a 10
UMMYHOIE(PUITUTHRIM COCTOSTHHSIM, KoTopbiM B 2024 romy“B. llenTtpe merckoii
OHKOJIOTHH, T'eMaTOJOTMH W uMMyHosoruu (MwuHck, bemapycp) NpOBOIMIOCH
F€HETUYECKOE TECTUPOBaHUWE B CBs3u C mogo3peHueM Ha BOW. Marepuanom
cinyxkunia nepudepuueckas Kpob, cradunusupoBanHas Ko2OJITA; Beinenenue JITHK
MPOBOMIIA METOJIOM (PEHOIT-XT0POGHOPMHOMN IKCTPAKIIUH.

J7st ceKBEHUPOBAHUS MAIMEHTHI ObLUTN Pa3A€JICHBI HA IBE TPYIIIIbL:

— IlepBas rpynma BriIfo4asa 25 MAlWEHTOB, y KOTOPHIX HAa OCHOBAHHH
KJIIMHUKO-JIA00paTOPHBIX ~ JAHHBIX . IIpeArnoJiarajoch  3a0oJeBaHHe  C
BO3MOXKHBIM TMOPaXKEHUEM KOHKPETHOTO reHa. B 3Toi rpymnmne npuMmeHsin
AMIUIMKOHHOE CE€KBeHupoBaHue. mponykroB [II[P ¢ wucnomsb3oBanuem
pearentoB Nextera XT (Illumina, CIIIA) na tuiarpopme MiSeq (Illumina).
B ciyuasix, Kkorga _KIMHMYECKas KapTUHA MOIJa COOTBETCTBOBATH
HeckoJibkuM TpynmaMm BOW, BBINONHSINM MaHENbHOE CEKBEHUPOBAHHUE,
BKItouaBiee 452 reHa, acconuupoBanubix ¢ BOU (PID Pro Panel, 4bases,
[Isetiniapus), Taxxe Ha wiarpopme MiSeq (IHlumina).

— Bropas rpymma coctosna u3 58 maIMEeHTOB C KOMIUIEKCHOW KIMHUKO-
nabopaTOpPHON, KApPTUHOW. DTUM MaIlMEHTaM MPOBOJAMIOCH MOJHOAK30MHOE
CCKBEHHpOBaHUE C Hcroyib3oBanueM peareHToB MGIEasy FS Library Prep
Kit®u Exome Capture V5 Probe Set (MGI, Kwuraii) Ha miardopme
DNBSEQ-G50 (MGI, Kuraii).

OGHapyKeHHbIC AJJIEIbHbIE BAPUAHTHI MOJTBEPKIATH METOAOM KaMWIISPHOTO
cekBeHUpoBaHuss 10 CoHrepy: [l OJHOHYKJICOTHUAHBIX 3aMEH M  MallbIX
WHCepumii/nenenuii ucnosib3oBanu reioMuyto JIHK, a s nenenuu, oXBaThIBaroIIeh
Heckonbko 3k30HOB — KJIHK. MuHpopmupoBanHOE corjiacue MOJy4eHO OT BCEX
3aKOHHBIX MPEICTaBUTENCH MalMeHTOB.

PesyabTaThl M ux oOcy:xkaeHue. MeauaHa Bo3pacTa NAlUEHTOB MEPBOU
rpynmbl  coctaBwia [/ ser (2 wMecsua — 17 gjer). AJUleNbHBIC BapHAaHTHI,
accoruupoBannbie ¢ BOW, BoisBiaeHsl y 7 u3 25 nammentoB (28%). Y Tpex
NalMeHToB OoOHapykeHbl Hapymenus B reHe BTK B remumsurore: 37C>T
(p.Argl3Ter), menerus BTOPOro W TpeThero 3k30HOB U €.975-9C>G. Kpome Toro,
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BBIIBIICHBI BapuaHThl B reHax NBS (romosurornas menenus €.657 _661del ACAAA,
npuBosmas kK P.Lys219AsnfsTerl6), CYBB (remmsurornas 3amena C.252G>A,
p.Ala84Ala), UNC13D (rereposurotubiii kommaysa: €.118-308C>T u ¢.1407G>A,
p.Trp469Ter) u ATM (rereposurotHeiii kommayna: C.4148C>A, p.Serl383Ter u
€.5932G>T, p.Glul978Ter).

MennaHna Bo3pacTa MAalMEHTOB BTOPOHM rpymmbl coctaBuia 9 jer (4 mecsma —
17 net). I'eneTnueckue BapuaHThl BIsiBIeHbI Y 10 u3 58 maruentoB (17%). Cpenu
OTHX TAI[MCHTOB, CEMb HMEJIHM BapUaHThl B TEHAX, acCOIMHUpPOBaHHBIX ¢ BOMU:
KMT2D  (reteposurotHass 3ameHa C.15641G>A, p.Arg5214His), . IKBKG
(remm3uroTHas ayrumakarys €.1167dupC, p.Glu390ArgfsTer5), JAK3 (romo3uroTHas
3ameHa C.835A>T, p.lle279Phe), NFKB2 (rerepo3uroTHas  IyITHKAHUs
€.605 607dupTGA), CHD7 (rerepo3urotnas 3amena C.2613+2T>C), TCN2
(rerepo3uroTHbiii kKommayHza: C.1223-2A>G wu €.154C>T, pPro52Ser) u LYN
(rerepo3uroTHeIii KommayH: €.1522T>G, p.Tyr508Asp), nmpuuem. Toapko ren LYN
o1 mobaBneH B kiaccubukarumioo 2024 roma. Y Tpex IMANUCHTOB BBISBICHBI
BapHaHThl B TeHax, He oTHocsammxcss k BOM: NEUL (rFeTepo3uroTHbiii KOMITAyHI:
C.679G>A, p.Gly227Arg u ¢.367_369del, p.Prol23del), GATAL (rerepo3urorHas
nenenus C€.943 944del, p.Lys315GlufsTer28) u CCDC39 ' (reTepo3uroTHbIi
kommayHn: €.1874G>T, p.Ser625lle u ¢.357+1G>C).

BeiBoabl. B Hamem wucclieqoBaHMM HWCHONBb30BAHUE TAPTETHOM ITAHEIH,
oxBaThiBafomeld 452 reHa, MOTEHIUAIBHO ACCOMUUPOBAHHBIX C KIMHHYCCKUMU
MPOSBICHUSIMHA TICPBUYHBIX UMMYHOIS(UIIATOB, TMO3BOIMIO BhIIBUTE 92,9% (13 u3
14) mammentoB ¢ BOW. TaprerHas mnaHe s Obuia 3PQPEKTUBHOW W JUIS JIETEKIIUU
KPYITHOH JIeNIeIUU — BapuaHTa, KOTOPBIM TEXHUYCCKH CII0HO BBISIBUTH MIPH aHAIIN3E
JAHHBIX ITOJIHO3K30MHOTO CEKBEHHpPOBaHHWsS. B TO ke BpeMsl IOJHO3K30MHOE
CEKBCHHPOBAHUE MPOJICMOHCTPHPOBAJO IIEHHOCTh B JTUArHOCTUKE MAIUEHTOB CO
CIIO)KHBIMH ~ KJIMHWYCCKUMH  (eHoTunamu,  wmMmutupytomumu  BOU,  HO
OOYCIIOBJICHHBIMH ~ HWHBIMH  TCHCTHUYCCKUMH  HApYIICHUSMH, TaKHMH  Kak
HaCJIeJICTBEHHOe  Merafoimueckoe 3abonmeBanne (NEUL), TpomOonuToneHus
(GATAL) u nepBuunas riumuapras quckunesus (CCDC39).

CrnenyeT OTMETHTB, YTO CTOMMOCTH IPOOOMOJTOTOBKH JIJII TAapreTHOTO M
MTOJTHOAK30MHOIO CEKBEHUPOBAHUS COMIOCTaBUMA. TapreTHOe CEKBEeHHpOBaHUE Ooee
riuOKo B TUTAHE OPraHM3aIliy aHAIM3a. 3allyCK BO3MOKeH oT 12 no 96 marueHToB 3a
OUH UWKJ B 3aBHCHMOCTH OT IPOMU3BOJUTEIBHOCTH TpHOOpa, TOrAa Kak
MOJIHODK30MHOE cekBeHUpoBanne Ha tmiatgopme DNBSEQ-G50 mo3Bomser
OTHOBPEMEHHO TPOAHATU3UPOBATh OKOJIO 12 mammeHTtoB. OgHAKO aHHOTAITUS
JAHHBIX MTOJIHO3K30MHOTI'0 CEKBEHUPOBAHHS 00CCIICUNBACT BO3MOXKHOCTD BBISIBIICHUS
MpUYHH 3a00JIeBaHUM, UMEIOITUX KIIMHUYecKoe cxoAcTBO ¢ BOU, HO oTHOCAIUXCS K
UHBIM HO30JIOTHSIM W TPEOYIONMX HWHBIX TMOJIXOJO0B K JieueHuto. HeoOxomumo
YYUTBHIBATh U TEXHUYECKHE acCIeKThl 00pPaOOTKH U XpaHCHHS JaHHBIX. UeM OOJbIIHiA
BBIXOJIHOH 00BEM JaHHBIX Ha OJHOTO TAI[MeHTa, TEM BBIINIC TPEOOBaHUSA K
BBIUMCITMTEIBLHBIM pecypcaM M K CHCTeMaM JIOJITOBPEMEHHOT0 XpaHeHus. B cpeaHem
JTaHHBIC TapreTHOM MaHeIn JUIsS OAHOro manueHTa 3anuMarot 1,5-2 I'b, Toraa kak mis
MOJTHOPK30MHOTO CeKBeHUpoBaHUsi TpeOyercst okoino 45 ['b. Takum o00pazowm,
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HOJIy‘-ICHHBIfI OIIBIT CBUACTCIBCTBYCT O TOM, UYTO I MACCOBOro TCCTUPOBAHMA
MManrCHTOB HAa HAJIMYKUC BPOXKACHHBIX OITMOOK OITHMAaJIbHa TapreTHasd 11aHclb.
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AHAAUTUYECKMI OB3OP MCCAEAOBAH NI
MPOBAEMbI MOAAMHHOCTU MATEPUAAOB, UGHOAB3YEMbIX
B ObYYEHMU MHOCTPAHHOMY 513bIKY
AN CMELIMAABHDBIX LIEAE A

AeBAAPUAHM K. B.

Kypckuit rocyiapCcTBEHHBIM MEAUMIIMHCKUN YHUBEPCUTET

AKTyanbHOCTh. O0yueHrnEe MHOCTPAHHOMY SI3bIKY JUISl CIIELMAJbHBIX LIeJIeH, B
TOM YHUCJIE PYCCKOMY KaK MHOCTPAHHOMY, OCHOBBIBAE€TCSI HA Y3KO OPUEHTHUPOBAHHOM
MOAXOJ€ MW MPENCTABISIETCS, Ha  HAWI B3TJIsLA, NOAXOAsdled miaTtdhopmoit s
BHEJIPEHUS] ayTEHTUYHBIX MaTepuaioB. [logbop Tem miusi u3ydeHus U
COOTBETCTBYIOIINX UM OPUTHMHANBHBIX TEKCTOB, ayJINO U BUJIEO CPEJICTB MOXKET OBIThH
OCHOBAH Ha OIIEHKE MOTPEOHOCTEN caMuX 00yYarOIIUXCA.

Heas. IIpexne udem, MpOBOAUTH aHAIU3 METOAUYECKHUX CPEACTB Ha OCHOBE
ayTeHTUYHBIX MATEpHUAaJIOB, CUUTAEM HEOOXOJUMBIM OCTAHOBUTHCS HA TMOHATHH
AyTEHTUYHOCTH U.€€:pACCMOTPECHUS PA3IMYHBIMU aBTOPAMMU.

Metoabl uccae0BaHudA. B cratbe UCMONB3YETCAd aHAUIUTUYECKUA METOJ TPH
pPacCMOTPEHUN HOHATUN «AYyTEHTUYHOCTH» W «IOJJIWHHOCTH», a TaKXe METI]
KOHCTPYKTHBHOI'O aHaJM3a TEKCTOBBIX MATEPUAIIOB.

Pesyabrarel M uX o0cyxkaeHue. Pa3nuuHple y4Y€HbIE IO-Pa3HOMY
paccMaTpUBaIM ayTeHTHYHOCTh. Tak, Moppoy [4] omnpenenseT ayTeHTHYHBIA TEKCT
KaK< 43bIK, CO3JAaHHBIM €ro HOCUTEIIEM ISl PEaJbHOW ayJuTOpUH, KOTOpas, Kak
oXugaercs, OyJeT HCIOJb30BaTh €ro B KOMMYHHKATHBHBIX IIeNisax. Pomkepc [6]
paccMaTpyUBaeT TEPMHUHBI AYTEHTUYHOCTb W AyTEHTHUYHBIM, HCIOJb3YEMBbIE I
omnucaHus 00pa3lOB YCTHOW M MHCHMEHHOW peud, KOTOPbIE SIBISIOTCS OTPaXKEHUEM
S3BIKOBBIX (DOpPM, HCMOIB3YEMBIX €CTECTBEHHO M YMECTHO B 3aBUCUMOCTU OT
KyJIbTYPHOTO W CHTYyallMOHHOTO KOHTeKCTa. B To Bpems kak Hynan [5]
KOHIEHTPUPYETCSI Ha BOMNPOCE LEIA W YTBEPKIAECT, YTO AYTCHTUYHBIM SIBIISIETCA
a000M Marepman, KOTOpPhIH He ObUI CIeNHadbHO IOJATOTOBICH JUIS Ieliei
MPEINOIaBaHus A3bIKA.
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