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Jedmunt nupyBaTKMHa3bl IBNAETCA PEOKOW BPOMAEHHON HecepouMTapHON reMONUTUYECKOM
aHeMueNn, BbI3BaHHOW [eDeKTOM MIMKONUTUYECKOrO NyTH, BCIIEACTBME KOMMAYHA-TeTEPO3NIrOTHbIX
WM FOMO3MIOTHBIX MyTaumi B reHe PKLR, pacnonoskeHHOM Ha xpoMocoMe 1g21. B ctatbe npeacTaeneH
aHanus nuTepaTypHbIX AaHHbIX U pa3bop KIIMHWYECKOro cryyas aedmumta nupyBaTkMHasbl. Pogutenu
nauMeHTa fanu cornacue Ha ucnonb3oBaHve nHdopMaumu, B ToM yucne dpotorpadmm peberka, B
Hay4YHbIX MCCMEefoBaHUAX 1 MyBnmkaumsx.
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Diagnostic challenges in pyruvate kinase deficiency

F.R. Khadzhieva', S.N. Mushanova’, T.N. Kekeeva’, |.N. Lavrentyeva', E.V. Raykina®

*‘Morozov Children’s City Clinical Hospital, Department of Health in Moscow, Moscow
‘Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology and Immunology, Ministry of Healthcare of Russian
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Red cell pyruvate kinase deficiency is a rare congenital, nonspherocytic hemolytic anemia caused by a glycolytic defect that
is due to compound heterozygous or homozygous mutations in the PKLR gene on chromosome 1qg21. The article presents
analytical review of literature and the clinical case of pyruvate kinase deficiency. Patient's parents agreed to use personal dats
and photos in research and publications.
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edouumnt nupysatkuHasbl (MK) npeactasnset

cobo penKyto ayTOCOMHO-PeLLeCCUBHYIO Hacnen-

CTBEHHYIO FEMOJIUTUYECKYIO aHEMMIO, BbI3BAHHYIO
MyTaumsmMu B reHe PKLR. [leconumT aputpoumntapHoin MK
fBNAeTcA Hambonee YacTon NPUUMHOM HacneacTBEHHOM
HecdepoLMTapHOM FrEMOSIUTUYECKON aHEMUN, @ TaKKe
Hambonee yacToi aHoManmen hepMeHTOB FIMKONUTUYE-
ckoro nyTu. 'eH PKLR kopwmpyeT MK — rmukonutnyeckuii
hepMEHT, KOTOpbI KaTanmaupyeT TpaHcdocdopunmnpo-
BaHue 13 dpocchoeHonnMpyBaTa B ageHo3nHandocdat
c obpasoBaHveM nupyBaTa W afeHo3nHTpudocdaTa
(AT®), cosnasasi 50% obuiero AT® aputpoumTos. e
PKLR konupyeT n3oepMeHTbl NeYeHN U 3pUTPOLIMTOB
[1]. B HacToslLLee BpeMs ussecTHo Bonee 300 mMyTaumit
B reHe PKLR.

Mo HEKOTOPbIM AaHHbIM, pPacnpOCTPaHeHHOCTb 3abo-
neBaHus cocTaensaeT 1 Ha 20 000 6enoro HaceneHus [2].
3aperucTtpuposaHo B mupe bonee 600 cemeln ¢ Hanu-
ymeM pfaHHon natonoruun. Cpeom BonbHbIX npeobna-
patoT kutenun CeBepHon EBponbl. 3aperucTpupoBaHHbIX
Cry4yaeB MeHblle, YeM MPOrHo3MpoBanock. BeposTHo,

MHorune cnyvau gecpmumta MK ocTaloTea HeguarHocTu-
poBaHHbIMK [2].

lMepBoe coobLueHve o fecomumte MKy 3 naumeHToB
C BPOMOEHHOW HecdepouMTapHON FreMOSNIMTUYECKON
aHemuei bbino onybnmkosaHo B 1961 r. W.N. Va-
lentine u coasT. [3]. B 1962 r. K.R. Tanaka u coasT.,
Habniogas KOMNEHCUMPOBAHHYID TEeMONMUTUYECKYIO
aHeMuI0 y MOJOAbIX Jiofen, KoTopble BbinyM OTHOCK-
TenbHO HefeecnoCcobHbIMM, BbICKa3any NPeanosoKeHe
0 TOM, YTO OTAESIbHbIE anmeny UNu Saxe reHbl B pasHbixX
NOKyCax SBMATCA OCHOBAHUEM AJ15 KITMHUYECKON reTe-
porenHocTu [4]. K. Tani v coast. (1987) u H. Satoh u
coaBT. (1988) kaptuposanu reH PKLR B xpoMocoMe
1g21-q22 [5, 6]. MNMo3aHee Hauyanu NosBNATLCSA Ny6M-
KauMu C ONUCaHWEM PasfiMYHbIX FEHOTUMOB y Mauu-
EHTOB Pa3fNYHbIX HaLMOHaNbHOCTEN C HacNeaCTBEHHOM
HechepounTapHOM FreMONUMTUYECKON aHeMmnen Bcren-
ctue aechmumta MK aputpoumTos.

Y BonbHbix ¢ geduumToM MK cHukaeTca Konuue-
cTBo AT® B 3puTpouUMTax U HaKanMBalOTCA MPOAYKTbI
npepLlecTBylOWKUX 3TanoB — cocdoeHonnupysar,
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3-cpoccpornmuepart, a Cofep:KaHve nupyBaTa 1 flakTaTa
CHWxaeTcs. B pesynbTaTe CHUXEHWA KOHLEHTpauum
AT® HapyLwaloTcsa BCe 3HEpPro3aBuMCHMMble MPOLECCHI,
B nepsylo oyepenb pabota Na*K*-ATdasbl, kKoTopas
ocyLlecTBnseT TpaHcnopT noHos Na* ns apuTpoumnTOB
B Mfa3My KpoBMW, MpenAaTcTByeT Hakonnexnuio Na* B
3apuTpoLMTax M CnocobCcTBYET COXPaHEHUI0 FreOMeTpU-
ueckoi hOpMbl 3PUTPOLMTOB (LBOSIKOBOrHYTHIN AWCK).
JTMLWEHHBIN TMIOKO3bl 3PUTPOLMT LerpagupyeT, nepe-
XOAMUT B 9XMHOLMT, chepoumnT 1 3aTeM noasepraeTcs
OCMOTUYECKOMY JIM3NCY, MOCKOMNbKY TepseT cnocob-
HOCTb MOANEPKMBATL MPAMEHT HaTpus U Kanusa [7, 8].

KnuHuueckune nposienenusa npu gedmunte MK
pa3HoobpasHbl, B LIEJSIOM Takue e, Kak v npu nioboin
LPYrov reMofIMTUYEeCKOW aHeMUU. Y HEKOTOPLIX nioaewn
B TeUYeHWe BCEW KU3HU aHEeMUsA MOMHOCTbIO KOMMEH-
CMpOBaHa, a y APYrux MoxeT Habniopatbca Taxenas
XpOHMYecKas TpaHCY3NOHHO-3aBUCUMMAs aHeMus.
AHeMus UMeeT TEHAEHLMIO K CTabunmnsaumm Bo B3pOCIioM
BO3pacTe, OfHAKO YCUIIEHWE reMOon3a NPOUCXOAUT Mpu
ocTpbIx uHdekumsx (60%), ctpeccax (29%) v bepe-
MeHHocTu (51%) [2]. HekoTopble nauMeHTbl aHeMUIO
MEepeHOCAT XOPOLLO, BEPOSAITHO, M3-3a yBEIMYEHWA
2,3-nncbocdornuuepata B 3puTpoLMTax, KOTOPbIN
CHW)KaeT CPOACTBO reMornobuHa K Kucnopogy, yto
MPUBOANT K €ro YCUMEHHOMY NOCTYNSIEHWIO B TKaHW —
CLLBUTY KPMBOW aMccoLmaLmm okeureMornobvHa Bnpaso.
R.F. Crace n coasT. onucanu 254 nauveHTa ¢ reHeTu-
YeCKMU MOATBEPKAEHHbIM fedhunumnToM MK, y KOTOpbIX
Hanbonee pacnpoCTPaHEHHbIM OCIIOKHEHWEM ABIS-
nacb neperpyska wenesom (48%) [2]. CnneHoMeranus
oTMevanacb y 80% nauneHToB. OfHaKko oTcyTCcTBME
cnieHomeranuv He uckniovaet gedpumumt MNK. Annactu-
yeckue Kpusbl Habmopanucb y 14% nauneHToB 1 Bbiau
CBSi3aHbl C OCTPOM MHpeKumen. Yalle BCero Tpurrepom
FeMONIMTUYECKOr0 Kpu3a BbICTynana napBOBMPYCHas
nHpekuma B19, koTopas ABAAETCA LMTOTOKCUYECKON
LIS 3pUTPOMAHbLIX MPeALleCcTBEHHWKOB. bonblMHCTBO
MaLMeHTOB HYXAAnUCb B 3aMeCTUTENbHOW Tepanuu
AOHOPCKUMK 3PUTPOLIMTaMKU BO BPEMSA ansiacTMYecKoro
Kpu3a. Kak npaBuno, kpu3 kynuposancs B TeueHue 10
LHEN, HO B HEKOTOPbIX CMyyYasnx Tsxenas aHemMus coxpa-
HAnacb bonee 1 mMec. ObpasoBaHMe KaMHeN B KEMUYHOM
ny3bipe oTMevanochb y 45% naumeHToB, YTto notpebo-
Barno nposefeHus xoneuncTaktoMun y 40% naumeHToB.
3KCcTpaMenynnApHbIA reMono3a3s bbin 3aperncTpupoBaH
y 9% nauneHToB. Oyaru KpOBETBOPEHUS BbISBANUCH
B MeYeHn, ceneseHke, napaBepTebpanbHoi obnactu u
CPenoCTeHUN.

Y 4 nauneHToB B Bo3pacTe oT 27 1o 42 net Bbinu
3aperncTpupoBaHbl TPOOUYECKNE 3Bbl HUKHUX KOHEY-
HOCTeW, YTO BCTPeYaeTCs U Npu APYrux reMonutuye-
ckux aHemusix. Y 3% naumeHToB Habniopganack neroyHas
runepTeHsus (cpemHuWit Bo3pacT Ha MOMEHT nocTa-
HOBKM AuarHosza 39 net). M3 254 nauneHToB 7% umenu
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TpoMbo3 B aHaMHe3e. [1epenoMbl KOCTeW 0TMeYanuch y
17% GonbHbix [2].

Y nauueHToB ¢ aecduumToM MK B 0bLleM aHanuse
KPOBWM OTMEYaeTCA CHWXEHWe yucna 3puTpoLmnTOB,
KOHLIeHTpaLUmm reMornobuHa, apuTpoLmMTapHbIe MHAEKCHI
yalle He U3MeHeHbl, pefko bbiBaeT yBenunyeHue cpea-
Hero obbemMa 3pUTPOLMTOB, BOBMOXHO, 3@ CYET BbICO-
KOro peTukynouuTosa. Mopdhonorvsi apUTpoLmMTOB YacTo
HUYEM He NpuMMeyaTeNlbHa, XapaKTepHbl aHW30LMTO3,
MOWKMNOLMTO3, CKIIOHHOCTb K MakpoLMUTO3Y, HEPEeLKo
HabniopaloTcsa axmMHouMTbl 5—20%, KONMYeCcTBO KOTOPbIX
MOKeT yBEeNMuMBaTbCA nocne cnieHakTomun. OTMmeva-
eTca petukynoumtos 0o 11% (Hopma 0—-1%), KoTopbiit
Bo3pacTaeT oo 70% nocne CnieH3aKToMuu.

OKOMo NOMOBWHbI NaLMEHTOB UMEIOT COLEPIKAHNE
beppuTuHa cbiBopoTkM Gonee 1000 Mkr/n (Hopma
30-300 MKr/n), yacTo faxe y TeX, KTO He HysaaeTcs B
PerynspHbIX 3aMeCcTUTENbHBIX FeMOTPaHCy3UsX.

OnpepenexHve KonuyecTBeHHOM akTMBHOCTM (MK B
3apuTpouMTax ABMSETCA «30M0TbIM CTaHAAPTOM» ANA
nepBoHayasibHOM AMarHoCTUKM ee aedpmumta. [Ina oKoH-
YyaTenbHOro NOATBEPXAEHMS AMarHosa B HacTosLee
BPEMsi HeO6XOAVMMO NPOBEAEHNE MOSIEKYNAPHO-TeHEeTU-
Yeckmx nccnenoBaHuii rera PKLR.

B nuTepaType perynspHo BCTpevaloTCcsi OnvMcaHus
nauneHToB ¢ gedpmumTom [K, BbIBNEHHbIM B pesysib-
TaTe (pepMeHTHON AMArHOCTUKM, Y KOTOpbIX B reHe PKLR
He Habniopaetca Nnbo onucaHa TOMbKO OfHa MyTaums
B reTepO3NroTHOM COCTOAHMU. [Ipn 3TOM CHMKEHne
akTuBHocTM K npu oTcyTcTBUM MyTauun B reHe PKLR
MOET BbITb CBA3AHO C OPYrMMU MPUYMHAMU, TakUMK
Kak MyTaums B reHe KLF1. Mytauwmsa B reHe KLF1 Bbi3bl-
BaeT TSKENYIO BPOKOEHHYIO TPAHCDY3MOHHO-3aBUCUMYIO
FEMOSIUTUYECKYIO aHEMUIO, XapPaKTePUSYIOLLYYIOCA CHUXE-
HueM KonuyecTsa MK 1 cToK1M noBbILLEHWEM dheTanb-
Horo remMornobuHa u coxpaHeHueM 3MBpUOHAaNbHbIX
remMornio6uHoB Bo B3pocsioM BospacTe [9-11].

Ha ceropHsAWHNA OeHb OTCYTCTBYIOT KIMHWYe-
CKWe peKoMeHauuu Mno LMarHoCTWUKe, BEeOEHUIo W
MOHWUTOPUHIY AeTeln u B3pocnbix ¢ geduumtomM K. B
HacToswee BPEMS fleYeHne COCTOUT U3 perynspHbIX
TpaHcdy3nii LOHOPCKUX 3PUTPOLMUTOB, XeNaToOpHOWM
Tepanum n cnnexnakTomun. R.F. Crace n coaBT. onucebl-
BaloT, YTO BOMBLUMHCTBY 3aperMcTpUpOBaHHbIX BOMbHbIX
¢ peduumntom K 6bina npoBefeHa CMNMEH3IKTOMMUSA
(150 (59%) ns3 254), nocne koTopoi y 90% nauMeHToB
0TMEYanucb yMeHblleHne TpaHCy3nOHHON 3aBUCH-
MOCTM, MOoBbILLEHWe reMorfiobuHa B cpeaHeM Ha 16 r/n
[2]. MpennKTOpaMK 0TBETa Ha CMNEHIKTOMMIO, MO MHEHMIO
aBTOpOB, BbINN KOHUEHTpauusa remornobuHa bonee
80 r/n v oTCYTCTBUE BbIpaseHHO runepbunnpybuHemMmumn
00 CMAEH3KTOMUU. [TOCTCNNEHIKTOMUYECKMNIA Cencuc
Habnopancsa y 7% naumeHToB. B kaTamMHe3e y CnieHak-
TOMMPOBaHHbIX BoNbHBIX Habmoganoch MOBbILLEHNE
uacToTbl TpoMbo308 (17 (11%) us 150) B cpaBHeHMM C
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KOropTOM MauMeHTOB, KOTOPble HE Dbl CNIEHIKTOMM-
pOBaHbI.

Bbino ycTaHOBMEHO, YTO y MauMeHToB C pedu-
umToM MK cnneHakToMma He yMeHbluaeT puck obpaso-
BaHWS KaMHeW B 3KeJTYHOM My3bIpe 1 NMocne Hee 0CTaeTcs
yrpo3a pasBuTUS sKenuyekameHHon bonesHu. OgHako
Oaxe Mpu OTCYTCTBMM KaMHEN B XKen4yHOM My3bipe,
yumnTbiBas 50% BepoATHOCTb MO3AHEN XONELMCTIKTOMUM,
HeobxoauMo paccMoTpeTb Bonpoc 06 ofHOBpPEeMeHHON
CMNMEHO- N XONELMCTIKTOMUM Y BCEX NaLMEHTOB C Aedhu-
umToM MMK. M3 121 naumeHTa, nepeHecCLLEro CrieH3K-
ToMuio 6e3 npeaBapuTeNbHOM UNU OQHOBPEMEHHOWM
XoneuncTakTomMumn, 58 (48%) BONbHLIM XONEUUCTIK-
Tomus notpebosanach B 6onee nosgHee Bpems [2].
TakuM 0bpasoM, bbino CAenaHo 3akIioyeHne 0 TOM, YTo
CNSIEH3KTOMMWSA NOKa3aHa TOMbKO MpW pasBuUTUK runep-
CMIEHN3MA U BbIPAXEHHON CMMIEHOMEranum ¢ yrpo3om
paspbiBa CENE3EHKN.

B HacToflLee BpeMs TpaHCMnaHTauus reMonoatu-
UECKMX CTBOMOBLIX KneTok (TICK) ucnonbayetca ans
NEeYEHNA NaLMEHTOB C TAXeNbIM reMonusom. lepsbiii
cnyvait nposeneHus TICK onucan B 2000 r. (Manb-
unky B Bo3pacTe 5 neT oT HLA-nHOeHTuYHOWM cecTpsl
C HopMarbHoit akTuBHOCTbIO 1K) ¢ BoccTaHoBRNEHWEM
akTMBHOCTU MK 1 HopManu3aauwveit reMorpammsel [12].
B 2018 r. 6b11 onybnukoBaH oTyeT 0 16 maumeHTax c
nedomumTom MK, nepeHecwwmnx TICK B cTpaHax Esponbi v
Asun. B aToi KoropTe nauveHToB NPUMEHSANIUCH pasHble
PEXUMbl KOHANLIMOHMPOBAHUS U CTPaTerun BeAEeHUs
BonbHbIX. MonyyeHHble pesynbTaTbl CBMAETENLCTBYIOT O
74% KyMynSITUBHON BbIXXMBAeMOCTU W BbICOKOM YacToTe
peakuMM «TpaHCMnaHTaT NPOTUB X03MHa», 0CODEHHO Y
MauMeHTOB, KOTOPbIM Ha MOMEHT nevyeHns bbino bonee
10 net. YuuTbiBasg npuMeHeHMe pasnuyHbIX TUMOB
AOHOPOB, PEXMMOB KOHAULMOHMPOBAHNA W OTNNYMS B
NPOBELEHWM COMPOBOAMTENbHOW Tepanuu, Haubonee
3pheKTMBHBIN U Be3onacHbI TpaHCMNaHTaLUUOHHBIR
pexuM y naumeHToB ¢ gedmumntom MK noka He AceH.
COOTHOLLEHWE pUCKa M NONb3bl OCTAETCA HEU3BECTHBIM
[13].

Ha ceropHsILLHMI OeHb aKTUMBHO M3y4aloT coeau-
HeHue, HasbiBaeMoe MuTanueaToM (AG-348), koTopoe,
ABMASCH aNfIoCTEPUYECKUM aKTMBATOPOM, MOBbILIAET
akTnBHOCTb (1K BO BCex kneTkax BOMbHbIX, MpU 3TOM
KOHLLeHTpauus remornobuHa noebiwaeTtcsa bonee yeMm
Ha 10 r/n B cpenHem yepes 10 fHeii oT Hauana npuema.
Takske 0TMeuyeHO MoBblleHMe coaepskaHna ATD (B
cpeaHeM B 1,5 pasa), uTo NO3BOMAET MPEANONONKNTDL
BO3MOXXHOCTb BOCCTQHOBIIEHUS aKTUBHOCTU MTIMKOIUTU-
yeckoro nyTu. OgHaKo BEPOSITHOCTb OTBETA Ha Tepanuio
LaHHOW MOJIEKYION 3aBUCUT OT reHoTuna 3aboneBaHus,
T. €. Hannums benka K B apuTpoumTax 6onbHbIX. epso-
HavasbHble MCCNefoBaHNA NoKa3anu, YTo nepopanbHoe
BBELEHMWE [1BaXabl B AeHb MOXET BbiTb 3¢pDEKTUBHBIM 1
XOPOLLIO nepeHocuMbiM [14, 15].

B Poccuu pechmumt MK spuTpoLnToB Mano usyuyeH,
B CBSI3W C YEM MPMBOAMM Halle KMHUMYecKoe Habnio-
LEHMe.

KITMHWUYECKUU CITYYAN

Pooutenu panu cornacuve Ha MCMonb3oBaHuWe
uHcpopMaumu, B ToM uucne dotorpacdmin pebexka, B
Hay4HbIX UCCMEROBaHUAX U NybnMKaumax.

Manbumk A., oT 3-11 BepeMeHHOCTH, NpPOTeKaBLLE
C HapacTaHWeM aHTUPEe3YCHbIX aHTUTEeS1, B CBS3W C YeM
BBOAMIIN @HTUPE3YCHbIN MMMYHOMNOBYMUH, 2-X CPOYHbIX
POAOB MyTEM OMepauun «KecapeBo ceuyeHue». [pu
pospeHun Macca Tena 3490 r, poct 50 cM. B paHHeM
HeoHaTanbHOM MepuoLe OTMeYyanucb UKTEPUYHOCTb
KOMHbIX MOKPOBOB, runepbunupybuHemMus ¢ NnpMpocToMm
10 MKkMonb/u. B cBsian ¢ YeM MpOBELEHO YaCTMUHOE
3aMeHHoe nepefiuBaHUe KPOBU 3PUTPOLUTAPHOM
B3Becblo. Ha 10-e cyTkn pebeHok BbinucaH LOMOW B
YOOBMETBOPUTENBHOM COCTOSIHMKU. B Bo3pacTe 2 MecsLeB
Manbuuk Bbin rocnutanuanposaH B 6Y3 «Mopo3sos-
ckas [AIKB [O3M» ¢ xanobaMu Ha KenTyLIHbIA OTTEHOK
KOMKHbIX MOKPOBOB.

Mpu nocTynneHun B cTauumoHap obuiee cocTo-
SHME pPaCLEHEHO KaK TAXeroe 3a CYET aHEMUUYECKOTrO
cuHppoMa. Habnioganach Bblpa)eHHasi UKTEPUYHOCTb
KOKHbIX MOKPOBOB M BUOMMbBIX CIIM3UCTbIX 0bonoyek.
Mepudbepunueckne numdoysnsl Menkue, besbones-
HEHHble, MOABMKHbIE, MArKO3MACTUYHOW KOHCUCTEHLIMM.
HocoBoe pbixanue cBobopmHoe. B nerkux pbixaHue
My3punbHoe, NPOBOAMTCA BO BCE OTAESbl. XpUMOB HET.
TOHbI NpUrnyLleHbl, pUTMUYHbIE. MManbnaTopHO NeyeHb
y Kpaa pebepHoin pyru, ceneseHka +1 cM oT Kpas
pebepHon pyru. Ctyn 6e3 naTtonornyeckux npumecen.
MoueuncnyckaHue csobopHoe, besbonesHeHHoe. Moua
cBeTnas.

Mo pesynbTaTaM nabopatopHoro obcnenoBaHus
6bina BbiaBneHa aHemusa |l cteneHn (remornobun
49 r/n, aputpountsl 1,53 x 10%/n), B Ma3ke nepude-
pPUYECKOW KPOBM BbISIBMIEHbl €AMHUYHbIE MUKpOCde-
poumnThbl. [pAMasa peakuus Kymbca oTpuuaTenbHas.
B BroxMMuueckoM aHanuse KpoBu 3addMKCUMPOBAHO
NOBbILLEHWE KOHLeHTpauun obwero bunupybuHa no
46,4 mkMonb/n (Hopma 21,50 MkMonb/n), npaMoro 6unm-
pybuHa 0o 9,6 MKMonb/n (HopMa 4,5 MKMonb/n), akTuB-
HOCTW NakTaTaernaporeHassl ao 599 En/n (Hopma no
480 En/n). Mo paHHbIM ynbTPa3ByKOBOIrO MCCIeA0BaHUs
opraHoB BpIOLLIHOM MONOCTK MeYeHb U CeneseHka He
yBENMYEHbI.

Pebenky Bbina npoeefeHa 3amMecTUTENbHAA TPaHC-
dysna 3puTpouMTapHON B3BECK, YTO HOPMasiM30Baso
cofepskaHve remMornobuHa, KNMHUYECKME NPOSABIIEHUS
reMonusa Bbinu KynupoBaHbl.

Ha oCHOBaHWM JaHHbIX CEMENHOro aHamHesa (y
6abyLluKkM Mo NUHMM MaTepu B TeYEHUE BCEWN XKU3HU
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HabriogaeTcA aHeMus, B OeTCKOM BO3pacTe MpoBe-
AeHa cnneHakToMusa) u nabopatopHoro obcrnepo-
BaHMA pebeHKa BbICTaBMNEH NpenBapUTENbHbIA AUarHos:
HacnenCcTBEHHbI MUKPOCEPOLUTO3.

B nocnepyiowme roapl y peberka Habnioganucb remo-
mmThyeckume Kpuabl 1 pas B 2—3 Mec, coxpaHsiniacb TpaHc-
dhy3nOHHas 3aBUCUMOCTb OT AOHOPCKUX 3PUTPOLIMTOB.

B 2016 r. B Bo3pacte 1 roga 11 mecsues npu
OYepenHoOV rocnuTanusaumMn B CBA3W C FreMonuTuye-
ckuM kpusom B 'BY3 «Mopososckas [MKE O3M»: B
remMorpamme — remorniobuH 75 r/n, sputpountsl 2,46 x
10%/n, yMepeHHbI MakpoLMUTO3, aHU30LMTO3, PETUKYO-
untos 8,6% (Hopma 0—-2%); B BUOXMMUUECKOM aHanu3e
KpoBM — runepbununpybuHeMus 3a cuyeT HenpsMon
dpakummn 52,6 mmonb/n (Hopma go 16,5 Mmonb/n),
MOBbILLEHWE aKTUBHOCTW NakTaTAeruaporeHassl Ao
2005 En/n (Hopma mo 480 En/n). WccneposaHue
dpakumit remornobuHa naTonorum He BbIABUIO
(remornobun A 96,2%; remornobud A2 2,4%:;
remornobuH F 1,5%), ocMoTUUYecKas peancTeHTHOCTb
apuTpounToB: MUHUMYM 0,56, MakcumyM 0,32 (HopMa:
MuHumym 0,48-0,52, makeumym 0,32-0,30), koadpdou-
LIMEHT CBA3bIBaHWSA 3031H-5-ManemMmaa spuTpoumTaMm —
1 (HopMa 0,8-1). PesynbTatbl 06cnenoBaHnsa no3so-
FIUIN YCOMHWUTBCS B MPaBUIIbHOCTH MPeABapuUTeNIbHOro
OuarHosa.

B MesrocnuTanbHbIl Nepuoa Manbuuk nonyyan
Kypcamu chonueByio KMCMoOTy, anbda-Ttokodepona
aueTaT, YPCOLE30KCHXOSIEBYIO KUCTIOTY.

Bo BpeMsi ouepenHoi rocnutanusaumm B cTaumMoHap
(10.03.2019) B CBA3M C reMONUTUUECKUM KPU3OM BbisSIB-
NEHO NOBbILLEHWE KOHLIEHTPaLMU heppUTHHA CbIBOPOTKM
0o 1055,8 Mkr/n (HopMa 30-300 MKr/n), B cBA3M C ueM
HauaTa xenaTopHas Tepanusa fed)epasvpoKCOoM.

YuuTbiBas, 4To Mo pesynbTaTaM MPOBEAEHHOrO
obcnenoBaHMA [MarHo3 «HaCNeaCcTBEHHbIAN MUKPO-
cdhepoumnTo3> BbI3bIBaNT COMHEHUS, B LIEMSAX YTOYHEHUS
AMarHosa nauueHT 6bin HanpasneH B ®IBY «HMUL
OO um. Omutpua Poravesa» Munsgpasa Poccun Ha
reHeTnueckoe obcrnenoBaHe MeTOLOM BbICOKOMPOW3BO-
ouTenbHoro cekseHnpoBarus (NGS) IHK ¢ ucrnonb3sosa-
HUEM NaHenu «[ eMoNUTUYECKUE aHEMUK>», BKITIOYAIOLLIEN
75 reHoB, MyTauuK B KOTOPbIX MPUBOLAT K PasBUTUIO
rEMONUTUYECKOW aHEMUM.

Mo pesynbTaTaM reHeTuyeckoro obcrnenoBaHus B
reHe PKLR oBHapy)eHO 2 naToreHHbIX reHeTUYecKux

Bonpoch! FeMaTonori/oHKONOr A 11 MMMYHONATONOM U B NeauaTpum
2020 | Tom 19 | Ne 3 | 90-94

BapuaHTa: NM_000298: ¢.1174G>A, p.(Ala392Thr) u
€.1456C>T, p.(Arg486Trp), KOMNayHA-reTeposnUroTHoe
COCTOSIHME KOTOPbIX MOATBEPXAEHO nccnenosaHnmem fIHK
KpoBw 0boux poputenew.

NccnepoBaHnne akTtmBHocTu [IK B apuTpounTtax
pebeHka u oTuUa BLIABMIIO CHMMXEHWE aKTUBHOCTHU:
7,51 + 0,08 ME/r Hb 1 7,99 + 0,17 ME/r Hb cooTBeT-
cTeeHHO (pedpepeHcHble 3Hauenns 10,1 + 1,17 ME/r Hb).

Ha ocHoBaHMM NOny4YeHHbIX JaHHbIX pebeHky ycTa-
HOBJIEH AMarHo3: HacneacTBeHHas HecdepouuTapHas
remMonuTMyeckas aHemus BcrieacTeme fgecpuumra MNK.

B panbHenLLeM nnaHMpyeTcsa OMHaMmyeckoe Habsio-
OeHue 3a pebeHKOM, KOHTPOMb KIMHUYECKOr0 aHanmaa
kposwu 1 pa3 B 4—6 Hep C NpOBeAEHNEM 3aMeCTUTESIbHON
Tepanuu 3pUTPOLMTapHO B3BECHIO NMPU FeMONTUTUYECKUX
Kpu3ax, MPOAOIKEHWE XenaTopHOM Tepanuu, npodounnak-
TUKK KeNYHOKaMeHHoW BbonesHn u npvema conunesoi
KUCTOTHI.

B nepcnekTBe BO3MOMKHO MPMMEHEHWE MpenapaTa
muTanueaT (AG-348) nocne OKOHYaHUS KIMHUYECKUX
MCCnenoBaHui U perucTpaumm ero B Poccum.

3AKITIOYEHUE

B npencTaBnieHHOM criyyae nepeq CniieH3KTOMUeN
0J1 YTOYHEHWSA [MarHo3a NpoBefeH MONeKyNspHO-re-
HETUYECKWI aHanu3, B pesynbTaTe KOTOPOro BbiSBMEHA
MyTauusa B reHe PKLR, npuBoasLias K HefocTaTou-
HocTm K. 3To No3BOMMNG NpaBuUbHO BepUcULMPOBaTb
OMarHo3 n nsbexkaTb 3anfaHNPOBaAHHOW CMIEHSKTOMMY,
MOSTyYnTb BO3MOXHOCTb KOHCEPBATUBHOIO fleveHus
pebeHka.

B naHHOM cnyyae npoBefeHMe CNIIEHIKTOMUMU He
Bbino nokasaHo.

UCTOYHUK ®PUHAHCUPOBAHUSA
He yka3saH.

KOH®JTMKT UHTEPECOB
ABTOpbI CTaTbW MOLTBEPAUNM OTCYTCTBME KOHCDNMKTA WMHTEPECOB, O
KOTOPOM HeobXxoanMo COooBLLUTL.
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