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MeHeTU4Yeckasa guarHocTMKa TanaccemMmin n remorrnoouMHonaTumn

MokasaTenb PesynbTar Ea. usm. |PedepeHcHble 3Ha4yeHus

OGHapyxeH
NMaToreHHbIn

reTepo3nroTHLIN
MaToreHHbIX BapMaHToOB B

BapuaHT
c.23 24del 3k30Hax 1-3. a Takke B
MyTtauuu B reHe HBB (rs.1 23—34543) npomoyTepe 1 MHTPOHax
I'IaToreHHbuZ. reHa HBB o6HapyxeHo He
BapuaHT Geino

XapakTepeH ans
beTa-Tanaccemuu.

KommeHTapum k npobe: Y naumeHTa Obina obHapyxeHa myTauums, xapaktepHasa anst 6eta-tanaccemun. beta-tanaccemus —
ayTOCOMHO-peLeccnBHoe 3abonesaHue, cBa3aHHoe ¢ MyTaumamu B reHe HBB, koTopbin HaxoauTes B 6eTa-knactepe 11 xpomocombl 1
oTBevaeT 3a cuHTe3 6eTa-Lenen rnoburHa, BXoasawmx B coctaB remornobuHa A (HbA coctonT ns gByx anbda- u aAByx 6eta-Lenemn
rnobuHa u siBNSIeTCs1 OCHOBHbLIM Bap“aHTOM reMornobuHa y B3pOoCcroro YenoBeka).

Y reTepo3uroTHbIX HocuTenen mytaumi B reHe HBB cHmxeHa npogykums 6eta-uenen rmobvHa (B pa3How cTeneHu B 3aBMCMMOCTU OT
TUNa MyTaLum 1 ee nokanusauny B OAHOM U3 TPEX 3K30HOB/MHTPOHaX/MPOMOYTEpPE), YTO MOXET MPOSIBNSTHCS FIMMNOXPOMHON
MUKPOLIMTAPHOM aHEMMEN B KITMHUYECKOM aHanu3e KPOBU U KONMYECTBEHHLIMU U3MEHEHUSIMU PA3NTUYHbLIX FEMOrNoOUHOB Npu
anektpodopese remornobuHa. B 6onbluen creneHn 6eTa-Tanaccemums onpenensercsi TO4eYHbIMU MyTaumMsamMu nnvm HebonbLwmmm
aeneunsimm unu nicepuuamn B reHe HBB. MyTtauun B HBB reHe npuBOAsiT K CHUXKEHHOM npoaykuumn 6eTta-uenen (beta+ Tanaccemus)
UNN NOMHOMY OTCyTCTBUIO GeTa-Lener rmobuHa (6eta 0-tanaccemust). KnuHuyecku BoigensioT Tpu doopMbl 6eTa-Tanaccemuu:
GOonbLUYH, MPOMEXYTOYHYIO U Marnyto - B 3aBUCUMOCTHM OT KOJNIMYECTBA CUHTE3MPYHOLLMNXCS OeTa-Lenewn, TSKeCTM aHeMUU n
cooTHoLweHust konmdectsa HbA, HbA2, HbF. B 6onblumHcTBe crnyyaeB 6onbluas hopma SBNAETCA TpaHCHY3MOHHO-3aBUCHMMON,
NposiBNSeTCH B Te4eHme NepBoro roga xu3Hu. JlabopaTtopHo oHa xapakTepusyeTcsi aHemuen ¢ yposHem Hb < 70 r/n, ypoBHem MCH
12-20 nr u MCV 50-70 cpn.

JTaGopaTopHble noka3atenu Ansg npomexytodHon dopmel: Hb 70-100 r/n, MCH 16-24 nr, MCV 50-80 ¢n.

DeHOTUNMYECKM TeTEPO3NrOTHBIE MyTaLumM COOTBETCTBYIOT Manon popmMe beTa-Tanaccemun, YTo 0O3Ha4YaeT UnNn OTCyTCTBUE
CUMMTOMOB, UNW NErkyr reMonMTUYeckyto aHemuio: cHmkeHne MCV <80 cn, MCH < 27 nr ¢ HopmanbHbIM/CyOHOPManbHbIM YPOBHEM
Hb. CyuwiectByeT Takxe ocobas opma GeTa-TanacceMmn — «JOMUHAHTHO Hacneayemasi»: oHa OnpeaensieTcs CUHTE30M
rmnepHecTabunbHbIX 6eTa-Lene B HOpManbHOM KONMYECTBE U NPOSBNSAETCS aHEMUEN CPeAHEN/TKENON CTENEHN B CBA3N C
ObICTpbIM paspyleHem 6eTa-Lenen n nx HEBO3MOXHOCTbIO 06pa3oBbiBaTh TeTpamepbl HbA. [ins aaHHbIX OPM XapakTepHbl HU3KMe
ypoBHu HbF npu anektpodopese remornobuHa. KnuHuyeckn sabonesaHvne NnposiBNAETCs NpoMexyTodHon popmon 6eta-Tanaccemum
C pa3BUTMEM CPEeOHETSIKENON/TSXKENON rEeMONIMTUYECKO aHEMMUK, TUMEPCNIEHN3Ma U NEPErPY3KM KENE30M.

[ns romo3uroT unu koMnayHAHbIX reTepO3UroT XxapakTepHbl 6onee BblpaXeHHbIe KITMHUYECKNe (POPMBbI, YTO CBA3AHO C OYEHb HU3KOW
npoaykunen 6eta-uenen rmobrHa nnm NONHbIM X OTCyTCTBUEM. [TOMUMO aHEMUN,0BLLMMMN KITMHUYECKUMM NMPOSBNEHUAMU
NPOMEXYTOYHON 1 6OMbLLOWM hOPM SBNSOTCS CNIIEHOMEranus U XXenTyxa kak KOMNOHEHTbI reMonun3a, neperpyska enesom u
pasBUTME O4aroB AKCTPaMeLyNNsAPHOro reMonoasa.

B cBA3KU ¢ BO3MOXHbLIM CoOveTaHUeEM anbga u 6eTa-tTanaccemun LenecoobpasHbiM ABMASiETCA MPpOBeAeHMEe TeCcTa No reHeTUYECKon
AmarHocTuke anbda-tanaccemMuu.

Pa3sBepHyTOe 3akntodeHne B cooTBeTCTBMU ¢ pekoMmeHgaumamm HGVS n EMGQN moxeT 6bITb NpegocTaBneHo no 3anpocy.
lMpeacTtaBneHHble AaHHbIE U MHTEpPNPEeTaUns pesynbTaToB COOTBETCTBYHOT pekomeHaaumam American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network.

Wcnonb3yemble pedepeHcHble nocnegosatensHocT - NG_059281.1, HBB RefSeqGene (LRG_1232).

[ata BbinonHeHnA uccnegosanuns: 27.02.2023 PesynbTatbl ogo6pun: Koabuerko O. JI.
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