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CoHacnepoBaHue B-TanacceMuu
U HacneacTBeHHOro cchepouuTosa
B OJHOU CeMbe

YK.A. KysbmuHoBa, C.I". ManH, C.A. MnsAcyHoBa, H.A. KapamsH

®IBY «HavumoHarnbHbIi MeaULIMHCKII NCCIER0BATEbCKMI LIEHTP AETCKOM reMaTosiornm, OHKOMormm
n uMmMyHosorum uM. [imntpus Porayesa» Munsapasa Poccumn, Mocksa

Beepenune. CoHacnepnoBaHue B-TanaccemMmu M HaCNeACTBEHHOrO CHEPOLMTO3a — PefKoe KIIMHUYECKoe
ABIeHNe, 3aTPyAHSIOLLEee ANarHOCTUKY 13-3a UCKaKEHUS NabopaTopHbIX U KMMHUYECKMX NPOSIBNEHWN.
KnuHuueckuit cnyvait. B HalleM KnnHuyeckoM HabsiofeHnn npeacTaBiieHa CeMbsi C OfHOBPEMEHHbBIM
HanuMuveM B-TanaccemMun y MaTepu W HacneAcTBeHHOro cdpepounTosa y oTua. [loub yHacneposana
B-Tanaccemuio, a y CblHa C aHEMWEN CPefHel TAXECTU, CNieHoMeranven u runepbunupybuHeMunen
mMeTonoM NGS-CeKBEHMPOBaHUSA MOATBEPXKAEHO COYETaHHOe HacnefoBaHWe MyTauuu B reHe HBB
(B-Tanaccemusi) oT MaTepn n MyTaumm B reHe SPTB (HacrencTBeHHbIn cdepounTos) ot otua. Y CbiHa
0TMEYarnoch U3MEHEeHNEe XapaKTepHbIX AMArHOCTMUYECKUX MapaMeTpoB: NapafoKcasnbHble NnokasaTtenu
OCMOTUYECKOIN PE3UCTEHTHOCTM 3PUTPOLIMTOB NPU COXPAHEHUMN TUMUYHBIX MPU3HAKOB 0Bomx 3abonesaHnuit
(MuKpounTos, nosbiweHne HbA2/HbF, cHuskeHne nHpekca cdpepuyHocTm). Mocne CrnieHaKToMUK
OOCTUTHYTO YNyYLLIEHNE FeMaTOoNOrMYECKUX NMOKasaTenei, ojHaKo COXpaHEHWe aHEMUV JIErKow CTENeHn
MoLYepKMBaET NePCUCTUPYIOLLEE BIIUSIHUE TanacceMum.

3aknioueHue. [pencTaBneHHbIR KIMMHUYECKNI Cyyai [EMOHCTPUPYET HE0BXOAMMOCTb KOMMIEKCHOMO
rEHeTUYECKOro TECTUPOBAHUSA NPU aTUMMYHOM TEYEHWUM FEMOSIUTUYECKUX aHEMUIA.

KnioueBble cnoBa: HacleACTBEHHbIN CGhepoLnTOo3, B-Tarnaccemusi, COHaCIeA0BaHNE, FreMOSTUTUYECKas!
aHemusi, anarHoctuka, NGS-cekBeHupoBaHme

KyabMuHoBa JK.A. 1 coaBT. Bonpochl reMaTonorui/oHKomorum u vMMyHonatosioruv B neauatpum 2025;24(4):166—-
71. DOI: 10.24287/}.1004

Co-inheritance of B-thalassemia and hereditary spherocytosis in one
family

Zh.A. Kuzminova, S.G. Mann, S.A. Plyasunova, N.A. Karamyan

The Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology and Immunology of the Ministry of Healthcare
of the Russian Federation, Moscow

Introduction. The co-inheritance of B-thalassemia and hereditary spherocytosis is a rare clinical phenomenon that complicates
diagnosis due to confounding laboratory and clinical presentations.

Clinical case. This case report describes a family with B-thalassemia in the mother and hereditary spherocytosis in the father.
The daughter inherited B-thalassemia, while the son with moderate anemia, splenomegaly, and hyperbilirubinemia co-inherited
a mutation in the HBB gene (B-thalassemia) from the mother and a mutation in the SPTB gene (hereditary spherocytosis) from
the father which was confirmed by NGS. The son presented with some characteristics that did not fit the typical diagnostic
criteria: paradoxical results of osmotic fragility test alongside the typical features of both diseases (microcytosis, elevated
HbA2/HbF, reduced sphericity index). After splenectomy, his hematological parameters improved; however, the presence of mild
anemia indicates the persisting influence of thalassemia.

Conclusion. This case highlights the necessity of comprehensive genetic testing in patients with atypical course of hemolytic
anemia.

Keywords: hereditary spherocytosis, B-thalassemia, co-inheritance, hemolytic anemia, diagnosis, NGS
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anaccemMuu SBMSAINTCA HACNeACTBEHHbIMU FEMOSIN-

TUYECKMMM aHEMUSIMU U3 FPYNMbl KOTMYECTBEHHbIX

remornobuHonaTui, T. e. 0ByCNoOBNEHbl CHUKE-
HWEM WIN MOJSTHbIM OTCYTCTBMEM CUHTE3a HOPMaslbHbIX
rnobyHOBLIX Lienew 1 CBA3aHbl C MyTaUWAMU B FeHax o~
unu B-rnobuna. Mpu B-Tanaccemmn obHapysKuBaloTCS
MyTauuun B reHe HBB (B-rnobuHa). MeMornobuHonaTtuu
3aTparvBatoT okoso 5% MMPOBOro HaceneHus, Npu 3ToM
1,7% siBnsoTca HocuTenamu Tanaccemu [1]. OcobeHHo
4yacTo TanacCeMun BCTPeYaloTCs B «TanaCcCeMUMHOM
nosice», BKIlOUas Takue perunoHsl, kak MpaH, I0ro-Boc-
TouHas Asusa n bepera Kacnuiickoro mops. Lnpokas

MUrpaumnsa HaceneHua 1 cMellaHHble Bpaku cnocob-
CTBYIOT POCTY 4aCTOTbl BCTPEYaEMOCTH TanacceMui no
BceMy Mupy [2].

Bonbluas n npomeskyTouHas popMbl B-Tanaccemmu
LebloTUpyIOT B NEPBbLIN IO XWU3HW MauUMeHTa U NpPosiB-
NATCA NPOrpeccupyiowern aHeMmem, YacTo TpaHc-
dy3noHHO 3aBucuMon. Takune dhopmbl 3aboneBaHus
CBA3aHbl C FOMO3UIOTHBIMU UMM KOMMayHA-reTepo-
3UroTHbIMKM MyTauusamu. Manble d)opMbl TanacceMum
npoTekaloT Bbonee MArko v obycnoBneHbl reTeposu-
FOTHbIM HOCUTENbCTBOM. [IMarHOCTMKa OCHOBaHa Ha
BbISIBMIEHNN TMMOXPOMHOM MWUKPOLIMTAPHOW aHeMuUU, Ans
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Manbix POpM xapaKTepHbl flerkas cTeneHb W yBenu-
YyeHue yucna apuTpoumToB. YacTo TpebyeTcs audhde-
peHunanbHbli AnarHos c pgeduumTom xenesa. [Ang
MOATBEPKOEHWNS AMarHosa HeobxoanMbl MCCnefoBaHue
dopakumin remornobrHa 1 reHeTYecKoe NOATBePRAEHNE
[2, 3].

HacnencTteeHHbln ccpepountos (HC) ssnsaertcs
crnepylollei Mo pacnpoCTPaHEHHOCTU BPOKAEHHOM
reMONUTUYECKON aHeMUel nocrne reMornobuHonaTui ¢
yacToToi BCTpeyaeMocTu okosio 1:2000 [4].

OCHOBHbIM KNeTOYHbIM AedDEKTOM ABMSETCA NOTEPS
nnowaam MemMbpaHbl MO OTHOLLEHWIO K BHYTPUKNETOY-
HOMy 00beMy, UTO NpUBOAMT K cdhepuyeckoi dopme u
CHUKEHHOW 0edhOpMUPYEMOCTM KNeToK. [aHHble name-
HEHMWS BbI3BaHbl feheKTaMn OLHOI0 M3 HECKOJIbKUX
MeMbpaHHbIX BenKoB, KOTOpble ABMAIOTCA Pe3yfbTaToM
MyTauuWii B 0O0HOM 13 cnepylolmx reHos: ANKI, EPB42
SPTA1, SPTB v SLC4A1, kopMpylOLLMX COOTBETCTBEHHO
aHKkMpuH, benok 4.2, o- 1 B-cnekTpuH n bBemok 3.
lMpumMepHo B 75% cryyYaeB HacnefoBaHWe NPOUCXOAUT Mo
ayTOCOMHO-[OMWHAHTHOMY TWMY, ¥ OOMH U3 POAMTENEN
06bIYHO Takke uMeeT faHHoe 3abonesanune. OfHaKo
ocTaBlmecsa 25% cryyaeB BO3HMKAIOT CMOPaLNYECKM
WM OTHOCATCA K ayTOCOMHO-PELLECCUBHBIM hopMaM
3abonesaHus [4, 5].

MoBpesKAEHHbIE 3PUTPOLMUTHI, NMPOXOAA uepes
KpacCHYI0 Mynbny Cefie3eHKu, yoansiTca ee MaKpo-
dharamu, NO3ITOMY CMNEHIKTOMUA SBMSETCHA OfHUM U3
BO3MOMHbIX TepaneBTUYECKUX MOAXOLOB K JIeUYeHMio
NaLMEHTOB C TsKesbIM TeueHueM 3abonesaHus [6, 71.
OpHa u3 ocHoBHbIx nNpobrem HC 3akmioyaeTtca B ero
KIIMHUYECKOW FeTeporeHHOCTH, NPU 3TOM KIIMHUYeCKas
KapTWHa MOKeT OT/IMYaTbCA B HEOHATasbHbIVi NepUOA
MO CPaBHEHMWIO CO B3POCHbIM BO3PACTOM, @ TaKKe Mpu
aHanm3e CeMemnHbIX CllyyaeB MOXHO Habnopatb, yTo
Yy OBYX UYNIEHOB OOHOW CEMbW C OOUHAKOBOMW MyTauumewn
MOMET BblTb pa3Has CTemneHb TAKECTU KIMHUYECKUX
nposienenuit [8].

KnuHnueckune nposenexnuns HC Takke obycnosneHsbl
aHeMMWeNn pasnUuHON CTENEHN TAKECTH, runepbunupy-
BuHeMunen, yBenmueHneM ceneseHku. [1na OMarHoCTUKM
HC ucnonb3syiTcs 0CMOTUYECKask PE3UCTEHTHOCTb
aputpountos (OP3; uccrnenosaHne OU3NKO-XUMU-
UECKUX CBOWCTB 3PUTPOLMTOB), TECT C 303UH-5-Ma-
neumMmaoM (3MA-TecT), nccnenosaHme MopdONoOruu
apuTpounToB (onpeneneHune UHAEKCa CAEPUUHOCTH,
pa3mMepoB 1 (POPM 3PUTPOLIMTOB, NOCTPOEHNE KPWBOWM
Mpaica—[moHca). Takse MNPOBOAWUTCA TeHeTuue-
ckoe obcrnepnoBaHve ANA NOATBEPXKAEHUS OMarHo3a
[5, 6.

CoHacnepnoBaHWe HECKONMbKMX 0ECEKTOB 3pPUTPO-
LMTOB MOMET ODBACHATb reTeporeHHOCTb KIWMHU-
YeCKUX MNPOSBMEHUA Yy HEKOTOPbIX MaLMEHTOB, a
Take TPYLHOCTU B [MArHOCTUKE U3-3a UCKaKEHUs
nabopatopHoit KapTuHbl [5, 9]. OnucaHbl pefnkue
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cnyvyan coHacnepoBaHvua HC u B-TanaccemMuu unum
nedmumta rnokoso-6-dpocdaTnermagporeHassbl
[10-14].

B pnaHHOW cTaTbe nNpencTaBrieHO KNMHU4YECKoe
HabriofeHve ceMbi C OOHOBPEMEHHbBIM HacnenoBaHWEM
B-Tanaccemun n HC.

KINWHWYECKOE HABJTIO[EHUNE

Lesouka B. (2008 rona poskneHus) ot nepsoi Gepe-
MEHHOCTU, NpOTeKaBLLEN Ha )OHe aHeMu, pofibl KN3N0-
filornyeckune, B CPoK. M3 ceMeiiHOro aHaMHe3a M3BeCTHO,
YTO Y MaMbl B TeUEHME BCEN KMU3HN OTMEYaeTCs ferkas
aHeMus, 0eOULMT Kenesa UCKIIOYEH, AnarHo3 He Bepu-
chuumpoBsaH, y nanbl — HC, BbINOSIHEHA CNIEHIKTOMUSA B
LeTCKOM Bo3pacTe. HaunoHanbHoCTb ceMbu — Bonrapbl.
Y 0eBOYKM OTMeuanuchb kanobbl Ha cnabocTb, HU3KYIO
TONEPaHTHOCTb K OM3NYECKMM Harpy3kaM, rofIOBOKpPY-
)KEeHWsl, B reMOrpaMMe MMefia MecTo aHeMUS Nerkow
CTEMEHM TAXECTM.

B Bo3pacTe 2 net Bnepsble NpoBeneH 3/1eKTpodopes
dhpakumii reMornobuHa, No AaHHLIM KOTOPOro BbISBIEHO
noBbiweHne dppakummn HbA2 po 4,13% v HbF no 36,87%.
[NanbHenwee obcnenoBaHne He NPOBOLMIIOCH.

B TeueHune XM3HM y [EBOYKM COXPaHANach runo-
XPOMHasi MUKpOLWUTapHasi aHeMUSI Nerkon cCTeneHu
TaecTun (100-106 r/n), 3aTeM NpMcoeamMHNUIIOCh MOBbI-
weHune obuiero bunupybuHa (oo 35,7 mMkmonb/n) 3a
cueT Henpsimon dopakumun. ObcrnefoBaHa Ha CUHOPOM
Kunbbepa, obHapysKeH reHoTUn ¢ AOMOSTHUTENbHOWM
HYKIEoTUaHOM BCcTaBkoW B reHe UGTIAL (TA)7/(TA)7 B
FOMO3WUIOTHOM COCTOSIHUM.

Bnepsble obpatunucb 3a KOHCynbTauuen rema-
TONora B KOHCYyfbTaTuBHoe oTaeneHne ®rbY «HMUL
OrOn wm. Omutpusi Porauesa» Munsppasa Poccumn ons
obcnenoBaHusi B Bo3pacTe 14 ner. pu obcnenoBaHum
BbiNo BbISBMEHO CHUeHWe dpakuumn HbA po 88,3%,
nosbiteHne HbA2 no 4,7%, HbF no 7% (pucyHok 1),
OP3 nosbilleHa 10 v nocre uHkyBaummn (pucyHok 2), no
OaHHbIM 3PUTPOLIMTOMETPUM OTMEYEHO CHUKEHWE Cpef-
Hero gvametpa apuTpoumnTa 4o 6,8 MrM (pucyHok 3),
nHoekc cepmyHocTn, IMA-TeCT B HOpMe. Y LeBOYKM
3anopo3peHa Manas hopma B-Tanaccemmm.

OBHOBPEMEHHO Ha KOHCynbTauuio obpaTtuncsa ee
mnafwuii 6pat A. (2016 roga poskaeHus) B BospacTte
6 net. PebeHok oT BTOpoi BepeMeHHOCTU, BTOPbIX
POLOB B CPOK. Y Marnbuvka C POXAEHWA OTMeYanuchb
runepbunupybruHeMunsa 3a cueT HenpsAMoMn hpakuuu,
KEMTYLLUHOCTb KOXMW U CKIep, KOTOPblE COXPaHAIUCh B
TeyeHWe BCero nepuopa xusHu. B remorpamme nmena
MECTO aHeMWsi CPeiHei CTemneHn TaecTH (remMornobuH
85-92 r/n), KAMHUYECKM WM MO AAHHBIM YNbTpas-
BYKOBOIO MCCNeAQoOBaHUA onpepensnacb cnne-
HOMeranusa. TpaHCy3uin KOMMOHEHTOB KPOBMU
He nosyyan.
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KJIMHUYECKWUE HABJIOOAEHUA

Mpu obcneposanun B8 HMULL OFOWN um. OmuTpus
PoraueBa Takse BbifiBNieHbl CHUXeHWe dpakumn HbA
0o 88,9%, nosbiwenne HbA2 pno 4,9%, HbF no 6,2%
(pucyHok 4), OP3 cHMMeHa [0 MHKYGaLUMW 1 MoBbi-
WeHa nocne Hee (pucyHok 5), NO gaHHBIM 3PUTPO-
PucyHok 1

OnekTpodhopes chpakuumin remornobuHa naumeHTku B.

Figure 1
Hemoglobin fraction electrophoresis (the patient V.)
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.
PucyHok 2

OcMOoTUYeCKas pe3UCTEHTHOCTb SPUTPOLIMTOB NaLMEHT-
ku B.

Figure 2

Osmotic fragility test (the patient V.)
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LUMTOMETPUN CPEOHUA QUAMETP 3PUTPOLUTA CHUNKEH
00 6,25 MKkM (pucyHok 6), MHOEKC CAhepUUHOCTM CHUSKEH
100 3,1, SMA-TeCT CHUKEH.

BbIsiBNEHHbIE M3MEHEHWS MO3BONWNM NPEANOSOKNUTb
BO3MOMHOE COYETAHUE BPOMAEHHbIX MEMOSIMTUYECKUX
aHeMmuin y bpaTa. Bcsl ceMbsi Bbina HanpaBneHa Ha rexe-
Tnyeckoe obcrenoBaHne — MOTHOMEHOMHOE CEKBEHWPO-
BaHune [HK meTomoM NGS.

MMpu nostlyyYeHnn pesynbTaToB reHeTUYeckoro obene-
L0BaHNA 0BHapyeHO:

1) B mHTpoHe 1 reHa HBB BbifiBNeHa 3aMeHa OIHOrO
HykneoTuna ¢.92+1G>A (aka IVS 1-1 G>A), satparusa-
loLLas canT CrnancuHra, B reTepo3nroTHOM COCTOSIHUM.
MyTauus pacnpocTpaHeHa B CPeAn3eMHOMOPCKOW nony-
nsumn. [laHHas 3aMeHa BcTpevaeTcs B Basax faHHbIX
annenbHbIX BapMaHTOB YenoBeKa M HEORHOKPaTHO
onucaHa B NnuTepaType KaKk npuBoaswas K Bl-tanac-
CeMWUN N OTHOCUTCS K TSXKENbIM MyTauusM. [aHHbIN
FEHeTUYECKUI BapuaHT 0BHapysKeH y MaTepu, CECTpbI 1
bpata;

2) B 3Kk30He 28 reHa SPTB BbisBneHa 3aMeHa
HykneoTuga c¢.5898 C>T B reTepo3nroTHOM COCTO-

PucyHok 3
KpwBas Mpaica—[xoHca (pacrnpenenexne 3puTpoLMTOB
Mo aMaMeTpy) naumeHTkm B.

Figure 3
The Price—Jones curve, erythrocyte size distribution (the
patient V.)
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PucyHok 4

3nekTpodhopes dpakumii remornobvHa naumeHTa A.
Figure 4

Hemoglobin fraction electrophoresis (the patient A.)
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AHUW, OHa SIBMAETCHA CMHOHUMUYHOW U HE MPUBOAWT K
3aMeHe aMUHOKUCTIOThI p.(Gly1966=). CorfacHo AaHHbIM
KOMMbloTEepHOW nporpamMmel SpliceAl, oueHuBaloLLen
BEPOATHOCTb BMMAHUA Ha CNaWCKHI, 3aMeHa ABNA-
eTcs nospexpaioen (donor gain score 0.99). MyTauus
obHapyseHa y oTua 1 bpaTa. [eTepo3unroTHbie MyTaLum

PucyHok 5

OcMoTUYeCKas pesMCTEHTHOCTb 3PUTPOLIMTOB
naumeHTa A.

Figure 5

Osmotic fragility test (the patient A.)
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PucyHok 6

Kpveas lMpaitica—[lxoHca (pacnpenenexve 3puTpoLMTOB
no aameTpy) naumeHTa A.

Figure 6

The Price—Jones curve, erythrocyte size distribution (the
patient A.)
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B reHe SPTB onvcaHbl Mpu ayTOCOMHO-AOMUHAHTHOM HC
2-ro Tvna.

Taknm 0bpa3oM, B ceMbe Bbinu LMarHoCTUPOBaHbI
BPOXAEHHbIE FTEMONTUTUYECKME aHEMUN PA3HOro reHesa,
y nanbl — HC, y MaMbl 1 cecTpbl — Manasi hopma B-Ta-
naccemuu, y bpata — covyeTaHHas HacneacTBeHHas
remonuTuyeckaa aHemusi: HC, yHacnepnoBaHHbIA OT
nanbl, 1 Manas popma B-Tanaccemuu, yHacrnepoBaHHas
OT MaMbil.

B BospacTte 8 nmeT Manbuuky Bbina nposegeHa
cnneHakTomusa. [locne onepaTMBHOro fnevyeHus
remMornobuH nNOBLICMMCA, OAHAKO BCe PaBHO
COXPaHSeTCHA aHEMUA MerkoW CTEMEeHU THAKEeCTH
(no onepauun 80-90 r/n, nocne onepauun
106-116 r/n), oTMeuaeTCca NOCTCMMIEHIKTOMUYE-
CKuit TpoMBounTos go 980 x 10°/n, comaTuyecKuii
cTaTyC YAOBNETBOPUTESbHbIN.

CpaBHUTENbHAA XapaKTepUCTUKA KITMHUKO-Na-
BopaTopHbIX AaHHbIX CMBNMHIOB NpefcTaBfieHa B
Tabnuue.

Tabnuua

CpaBHUTENbHas XapaKTePUCTUKa KIIMHWKO-nabopaTop-
HbIX OAaHHbIX CUBNUHroB

Table

The comparative clinical and laboratory characteristics of
the siblings

Bpar
Brother
Mokasatenb L Lo Mocne
Parameter CTPa  cnneHak- CMeHIkK-
Sister  romun TOMUK
Before sple- After sple-
nectomy nectomy
Hb, r/n
Hb, g/ 104 88 116
AputpouuTsl, x10%2/n
REC PO 5.4 4,26 5,78
CpepHuii 0bbeM aputpounTa, chn
e puTpounTa, n - 59 65 63.3
CpenHee copepskaHve reMorsiobu-
Ha B 3puTpoLMTE, MK 19.3 20,7 20,1
MCH, pg
CpepnHsAs KOHUEHTpaLms
reMoryiobuHa B 3puTPOLIMTapHOA 327 318 317
macce, r/n
MCHC, g/L
PeTukynouutsl, %
Reticul%cyte count, % 1 3.7 11.89
06Lmit GUIMPYBUH, MKMOSTb/T
Total bilirubin, F:}rIT\ol/L 35.7 87.3 42
MpsMoit 6Unpy6uH, MKMoITb/n
D|Fr)ect bilirubin pp¥nol/L 14.8 57 61
NakTatnernoporexasa, en/n
Lactate dehydr%genase U/L 302 594 248
DeppuUThH, MKI/n _
Ferﬁtpm pg/L 5013 93
MHaekc cchepuuHocT (Hopma
3,4—3,9 3.7 3.1 _
Sphericity index (normal range ’ ’
3.4-3.9)
3MA-TecT (Hopma 0,8-1,0) _
EMA test [normgl range 0.8-1.0) 0.94 0.67
HbA, % 88,3 88,9 =
HbA2, % 4,7 4,9 =
HbF, % 7 6,2 =
CrneHoMeranus '2§_T +2 CcM _
Splenomegaly +2 cm




KJIMHUYECKWUE HABJIOOAEHUA

OBCYXXIEHUE PE3YJIbTATOB UCCITELOBAHUA

Y [eBOYKM OTMeyYanucb rMnoXpoMHas MUKPOLM-
TapHas aHeMusi NIerkow CTeneHu, MOBbILLIEHWE Hemnpsi-
Moro bunupybuHa. Hanuune y oTua NOATBEPKAEHHOMO
HC roBopuT o BomnbLUOi BEPOSITHOCTU, UTO AEBOYKa
yHacnepnoeana 3toT gedpekT. OQHaKo MosfyyeHHble
pesynbtathl OPJ (noBbileHVe) aaHHbIN AMarHo3 onpo-
BEpraioT, Tak Kak npu knaccuyeckom HC oHa ponskHa
BbITb CHuskeHa. MosbileHne dopakumii HbA2 (4,7%) u
HbF (7%) sBnseTcs KNacCUUYECKMM MPU3HAKOM Marloil
cdopMbl B-TamacceMun. Mpu 3TOM Hanuuune runep-
BunupybuHeMmMn HexapakTepHO AN M30NMPOBAHHON
Mason hopMbl TanacceMum, KoTopasi YacTo NpoTeKaeT
BeccrMNTOMHO UMM C MUHUMaNbHBIMU NPOSBEHUSAMM.
3T0 HaBOAMT Ha MbICIb O COMYTCTBYIOLLEM COCTOSIHUM.
Mo maHHbIM LONONHUTENBHOrO 0BCNEefoBaHUs reHeTu-
YeCKM MOATBEPKAEH CHAPOM MKunbbepa, uTo 06BACHAET
runepbunupyburemuio.

Y Manbuuka Take OblfIn BbISIBNIEHbI MUKPOLMTO3,
rMNOXPOMUSA SPUTPOLMTOB U MOBbILLEHWE dopaKLmMi
HbA2 v HbF. OpHako y Manbumka umenu mecto bonee
BblpasKeHHasi CTeneHb aHeMuUn W runepbunupybuHemmy,
Hanuume CnneHoMeranuu, YTo He XapakKTepHo AnNS
Marow dopMbl Tanaccemum. Mo pesynbTatam obcnepo-
BaHWSA y MarnbuvKa noslyyeHbl MapafoKcasnbHble pesyrb-
Tatbl OP3, a Takxe CHuKeHue 3HaueHnn IMA-TecTa n
MHOEKca CPEepPUYHOCTM, YTO SBMSETCA XapaKTepHbIM
ons HC. Takum obpasoM, Hanbonee BeposiTHbIM 06bsAC-
HEHWeM BCeX MONyYEHHbIX AaHHbIX ABMAETCA coHacne-
noBaHue B-tanaccemuu n HC, uto 66110 NoaTBEP)KAEHO
rEHETUYECKM.

3AKITIOYEHUE

[pencTaBfeHHbIn clyyal SIBNAETCH SIPKUM
NPUMEPOM KITMHUYECKON reTeporeHHOCTU U AMarHocTu-
UECKUX TPYLHOCTEN, BO3HMKAIOLLMX NpY COHACNef0BaHUM
OBYX pasnuuHbix edhekToB apuTpoumToB. JllabopaTopHas
KapTMHa MpW 3TOM MOKET 3HAUMTENbHO OTNMYaThCs OT
KIaCCMUECKOM LIS Kaskaoro u3 3abonesaHuii B 0TAeSb-
HOCTM.

B cnyuvae, Korfa kKnnHMYeckne NposiBneHns n nabo-
paTopHble laHHble He YKaablBaloTCA B ONpeaeneHHbIN
LMarHo3 Um He COMOCTaBMMbI C OXWUAAEMOW CTENEHbIO

TSKECTW NPOSIBIEHUI, CTOUT PACCMOTPETb BO3MOXHOCTb
COCYLLEeCTBOBaHWA Apyro dhopMbl reMOSIMTUYECKOM
aHemuu. lpoBefeHne reHeTuyeckoro obcnenosaHns
ABNSAETCHA Ba)XHbIM aCNeKTOM [MarHOCTUKKM ANS TOro,
yTobbI pa3obpaTbCsi B reHe3e aHeMUM y NaLUMeHTa.

COrNTACMUE HA NYBINUKALIUIO

ABTOpbI MOMYYMIM MUCbMEHHOE MHAOPMUPOBaHHOE A06POBOSIbHOE
cornacue 3aKOHHbIX MpeacTaBuTeneit nauveHTa (poautenei) Ha my-
BrvKaumio NepcoHarbHbIX AaHHbIX B HAYYHOM sKypHare, BKioyas ero
3MIeKTPOHHYIo Bepcuio (aaTa nopnucanms 25.03.2025).
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