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PecnybanKaHCKMI Hay4YHO-NPAKTUYECKUIN LLEHTP AETCKON OHKOI0TUM, FEMATONI0TUN U MN\N\yH-M,

AKTYyanbHOCTb: [ednunt TpaHcKkobanamuHa || — peakoe ayTocOMHO-peLeccmBHoe 3aboneBaHme, oTHocAweeca K
rpynne BPOXAEHHbIX OWMOOK MMMYHHOM cucTembl. TpaHckobanamuH |l — ato 6enoK orBevatowmm 3a abcopbuuio,
TPAHCMNOPTUPOBKY N KNeToOYHOe ycBoeHue BUTaMmnHa Bl2, HegoCTaTOK KOTOPOro B opraHname npuBoAuT K Pas/IMYHbIM
CMMNTOMAaM, BK/O4AA raCTPOUHTECTMHA/IbHbIE PACCTPOMUCTBA, 3a4epXKKYy Habopa Beca, mMeranobnactHyro aHemuto,
NAaHUUTOMNEHUIO, arammarnobyiMHemmio, HEeBPO/IOrMYeckme HapylweHusa, meTabonmyeckne pacCcTpouUCTBa M
peunamsupyrowme nHpekummn. OnnucaHo meHee 50 cnyvaes aepuumnta TpaHckobanamuHa I, yTO Npeanonaraer ero
OXungaemyto 4actoty BcTtpedyaemoctn meHee 1 Ha 1 000 000 HaceneHuUA.

MaTtepuanbl 1 meroabl: [MONCK annenbHbIX BAPUAHT OCYLLECTBAANIN METOAOM MNOJAHO3K30OMHOIMO0 CEKBEHUPOBAHMA Ha
reHeTnyeckom aHanmsatope DNBSEQ-G50 (MGI) ¢ ncnonbzosaHmem Habopa ana npobonoarotoskmn AHK-6mnbnmnotek wm
30HAoB Exome Capture V5 Probe Set (MGI). BtopuiHyto 06paboOTKy AaHHbIX CEKBEHMPOBAHMA, MOJYYEHHbIX C
reHeTMyecKoro aHanmsatopa B popmate FASTQ, ocyllecTBAAAM C UCMOAb30BaHMEM MporpamMmmHoro pecypca ZLIMS
(MGI). TpeTnuHyto 0bpaboOTKYy AaHHbLIX BbIMOAHAZIM C MOMOLLBIO MPOrPamMMHOro moaynsa Annovar M nocnegyroLlemn
dunbTpaumen. BblABNEHHble BaPMAHTbl AHANU3MPOBAZIM C MNPUMEHEHMEM OHIANH-NPOrpammbl MNpPeacKasaHuA
natoreHHoctTn Varsome. Hanuume KAMHUYECKU 3HaYMMbIX HAPYLWEHUMU NOoATBEPHKAANN METOAOM aBTOMATMYECKOTrO
cekBeHnpoBaHusa No CeHrepy Ha reHeTnyeckom aHanmsatope 3500 Applied Biosystems (Thermo Scientific).

- - -

Pesynbratbl: B reHe TCN2 (NM _000355.3) BbiABneHbl ABa pPaHee HEeOMWUCaHHbIX annenbHblX BapWaHTa B
reTepo3nUroTHOM COCTOAHUKU, ANA KOTOpbIX B 0a3ax AaHHbIX reHoma u4enoBeka (gnomAD Exomes) uyacTtoTa
aNbTEPHATUBHOIO a/I/1IENA HE 3aperncTpupoBaHa. A MUMEHHO: B CNJ1aNC-CanTe AeBATOro 3K30Ha €.1223-2 A>G (puc.1A) n
B KOAMPVYIOLLLEM PEermoHe BTOporo ak3oHa c¢.154C>T, p.Pro52Ser (puc.1B).

AHanu3 uctopumn 60ne3HN NauneHTa MOoKasas COOTBETCTBMUE
BblAB/IEHHOINo TreTepo3nroTHOoro KomnayHaa B reHe TCNZ2
KNMHWUYECKOU KapTuHe. MNayneHT Brnepsblie noctynua B LleHTp B
BO3pacTe nMATM NeT C OCTPbIM AHEMMUYECKMM  KPU3OM
(remornobuH 49 r/n), NnpumeHeHa 3amecTUTENbHAsA Tepanus
3PUTPOLUTAMMN. B  xope HabnogeHUa  CoXpaHAnacb
meranobnacrtHaa aHemusa, meranobs7acTomnaHOCTb B KOCTHOM
Mmos3re, runepobunnpybmnHemusa, ymepeHHaa cnaeHomeranua. o
OAHHbIM  KOCTHO-MO3rOBbIX  MYHKUWW,  BbINO/JIHEHHbIX B
ANHAMUKE, MUENoANCNNACTUYECKNUN CUHAPOM M remobnacTo3bl
MCK/IIOYeHbl. TepanuAa xenesom n GOIMEBON KUC/IOTOU Obina — _ —
HeapdeKkTMBHA. HecmoTpA Ha HOpMasibHble MNOKa3atenn E— = e
CbIBOPOTOYHOTO  YPOBHA  BUTaMuMHa  B12,  neyeHue
LMAHOKOBaNaMMHOM 43N0 MNOJIOXUTENIbHbIN  Pe3ybTar:

BOCCTAHOBNAEHME YpOBHA remornobmHa pgo 130 r/n wm

YMEHbLUEHNE pPa3MepoB cesie3éHKU. B xoae AMHamMMyecKoro

HabntogeHUA OTMEYEHO YMEPEHHOE CHUMKEHUE WHTENNEeKTa.

TaxKenble MHOEKLMOHHbIE 3NM304bl M rMNOraMmariobymHemms oo Gt o sl )
porpamMmme . B C/Z1anNC-Cante AeBATOINO aK30Ha C. >G,

B dHaMHE3€ OTCYTCTBYHOT. b — B KogupytoLiem permnoHe BToporo sk3oHa c.154C>T, p.Pro52Ser
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3akatoueHue: Kak npasmno, gedmnumnt TpaHcKkobanammHa |l npoasnaeTca B nepsble roAbl XXU3HU U MOXKET NPUBOAUTL
K 3adep)XKe pa3BuTUA, TUNOTOHUK, NeTapruu, Auapee, bneaHoOCTU, A3BaM CAU3BUCTOU 0OON0OYKKU, aHEMUMN,
NnaHUUTONEHUMN N arammarnobynmHemmmn. OnmcaHHbIN KANMHUYECKUM Cay4an MOXKET ObiTb Nose3eH NPU ANArHOCTUKE
NoAo0bOHbIX COCTOAHUN M ONTUMMU3ALUN MOAXOA0B K ieyeHuto. Kpome Toro, JaHHOEe uccneaoBaHME PaclUUPAET CNEeKTp
annenbHbIX BApMaHT B reHe TCN2, accouMnpoBaHHbIX C AednumnToM TpaHCKobanamuHa ll.




