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PecnybnnkaHCckuin Hay4YHO-NPaKTUYECKUIA LLEHTP AETCKOW OHKOSIOrMK, remaTonorum u ummyHosnormm, Mmunck, benapycb

AKTyaribHOCTb

KornnyectBa 3pUTPOLUTOB.

SpUTPOLNTO3 XapaKTepusyeTcs MOBbILLEHUEM YPOBHS reMornobrHa, remaTokputa u
HanbGonee 4acTtoii OOpmMON NEPBUYHOTO IPUTPOLIMTO3a SBMSETCA WCTMHHAS

nonuuMTEMUSN, accoummpoBaHHas ¢ BapnaHTtamm B reHe JAK2 (=98% cny4yaes).
OpHako y YacTu naumeHToB NOcne UCKITHYEHUS KITMHUYECKU 3HA4YMMbIX BapuaHToB B reHe JAK2 1 BTOPUYHbIX

MPUYMH 3PUTPOLIMTO3a ITMOSOMMS OCTaeTCs HeYCTaHOBIIEHHOMW.

B Takux cnydasx BO3MOXHbl pegkue

HacneacTBeHHble hopMbl, CBA3aHHblIE ¢ BapnaHTamum B reHax EPOR, VHL, EGLN1, EPAS1, HBA n HBB.

JAK2-HeraTMBHOM NONUUUTEMUEN.

Llenn n sapgaumn

Pe3yanaTbl Y naumeHTa B BO3pacte 8 neTt
BblsiBNEH apuTpoumnTos (Hb go 194 r/n, Ht 0o 62%, aputpouuTb!
no 7,15x10%%/n), conpoBOXAaBLUMUCA runepemMuen nuua wu
YMEPEHHOW crfieHoMeranmen. OpUTPOLNTO3 COXPaHASCHa B
TeyeHne 3 MecsueB, BbINOMHEHbl 2 3Kkcdy3um kposu. [lo
pesynbratam obcrnegoBaHUsa y nynbMoOHoONora U Hedporora
BTOPUYHbIE NPUYMHBI HE BbISIBINEHBI.

B reHe EPOR (NM_000121.4) o6HapyxeHa paHee
HeonucaHHasi reTepo3nroTHasl Aeneuns ogHOro HykneoTnaa,

npuBogsLLas K  caBury pamKu CUYNTbIBAHNS n
npexanespeMeHHOMY CTOM-KOOOHY (c.1300delC,
p.GIn434SerfsTerl9). BapuaHT knaccuduumpoBaH  Kak

BepOATHO natoreHHbI (ACMG), oTcyTcTByeT B gnomAD.

OOHapyXeHHbIW BapuaHT 3aTparMBaer aMUMHOKWUCIOTY
GIn434, B KOTOpPOM oOMMCaHbl ABa annenbHbIX BapuaHTa
(c.1299 1305del, p.GIn434Cysfs17 n ¢.1300C>T, p.GIn434),
accouMMpoBaHHbIE C NEPBUYHON CEMENHOM NONULNTEMUEN.

MoncK reHeTUYeckol NpPUYMHbLI 3PUTPOLIMTO3a Yy MaumMeHTa AEeTCKOro Bo3pacTa C
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PucyHok 1. OnpeneneHve annensHoro BapuaHTa ¢.1300delC
B reHe EPOR: a — B oHnanH-pecypce Franklin; 6 — B
nporpamme IGV; B — B nporpamme Sequencing Analysis 7.0

Matepuarnbl 1 MeToabl

Mouck annernbHbIX
BapuaHTOB MNPOBOAMIN  METOAOM  MOSTHO3K30MHOIO
CekBeHMpoBaHus Ha nnatgopme DNBSEQ-G50 (MGI).

BuonHgopmaTtmnyeckyro o6paboTky AaHHbIX
BbINOMHANN B nporpammMmHoM pecypce ZLIMS (MGI) ¢
nocnegyrowemn aHHoTauueun n douneTpaunen
BapunaHTOB B OHNanH-pecypce Franklin.

Bepudmkaumio BapmaHToB OCYLLECTBNANN METOAOM
cekBeHupoBaHus no CeHrepy Ha aHanmsatope 3500
Applied Biosystems (Thermo Scientific).

BbiBoabl

JeHb B 0ase paHHbiXx LOVD onucaHo Bcero 20
YHUKaIbHbIX KITMHUYECKN-3HAaYUMbIX BapUaHTOB B reHe
EPOR.

BbISBNEHHbIN HamMW BapuaHT pacLMpPseT CrekTp

FEHETUYECKNX  HapyLUEHUW, acCOUMUPOBAHHBIX C
nepBuUYHOM cemMenHoun n/vnm BPOXOEHHOM
nonuUUUTEMMEN, 7 nogyepkMBaet LLEHHOCTb

NMOSTHO3K3OMHOIO CEKBEHWPOBaHUA ANA OUarHOCTUKU
naumeHToB ¢ JAK2-HeratMBHbIM 3pUTPOLUTO30M.
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