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Allogeneic transplantation of hematopoietic stem cells in congenital pyruvate kinase deficiency. Case report
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Hemolytic anemia due to pyruvate kinase deficiency is a rare congenital disease caused by a defect in the glycolytic pathway. This anemia
is the most common among all enzymopathies. There are various treatment methods for this disease. This article presents a clinical case
of a successful allogeneic hematopoietic stem cell transplantation in a patient with pyruvate kinase deficiency.
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HacnencrBenHast remonuTuueckasi HecepormTapHast
a"Hemus BeieacTBue Aedunura nupyBatkuHasbl (IITK) —
penKoe ayTOCOMHO-PELECCUBHOE 3aboyieBaHUE, acCOLU-
WPOBAHHOE C BBISIBJIEHWEM MaTOreHHbIX BapuaHTOB (I1B)
B rene PKLR [1]. TlupyBaTkuHa3a SBISIETCS OOHUM U3
OCHOBHBIX (PEPMEHTOB TJIMKOJU3a, KOTOPBIA KaTalA3U-
pYeT MOCJEeIHIO CTaauIO IJMKOoIN3a — repeHoc dhocdo-
pUIbHON rpymnmbl ¢ hochoeHoNnUpyBaTa Ha aIeHO3UH/IU-
docdar (puc. 1). Pesynsrarom naHHOW peakIuu SBISIETCS
cuHTe3 10 50 % ameHosuHTpudoOCchaTa, OTPeOIIEMOTrO
sputponutami |3]. B opranusme naHHbIi (hepMeHT TIpe-
crasiieH B 4 uzocdopmax [4]:

- PKL — oakcnpeccupyeTcsi B IeUeHU, KOpe Mouek
M TOHKOM KUIIIKE;

- PKR — nipeoOnagaet B 3pUTpoLATaX;

- PKMI1 — skcnpeccupyeTcsl B CKEJETHBIX MBIIIIIAX,
CepIIIIe U MO3TE;

- PKM2 — skcnpeccupyeTcsl B JIeIKOLIMTaX, TPOMOO-
LIUTAaX, JETKUX, CeJIE3eHKE, MOYKAX, JKUPOBOI TKaHU.

Jleuenue nmauuentoB ¢ JAITK HocuT nomaepxuBaro-
LU XapaKTep U COCTOUT U3 TPaHC(Y3Uil IpUTPOLIUTCO-
JepKalluX Cpell, XeJaTOPHOU Tepanuu Mpu Meperpy3ke
KeJIe30M, KETYErOHHOU Tepamuu, CIJIEHIKTOMUU [5].
OaHUM M3 BO3MOXKHBIX BapUAHTOB JICUCHUS TSIXKEIbIX
dopm HAIIK gBngeTcd aioreHHas TpaHCIJIAaHTALIUS
reMornoaTuyeckux cTBooBbIX KieTok (TTCK). B cBsi3u
C OTCYTCTBMEM Ha CETONHSIIIHUN JeHb YeTKMX ToKa-
3aHUN U eIMHBIX MEXIYHapOJHBIX PEKOMEHIAIUI 10
MPUMEHEHUIO 3TOrO0 METOJA ONBIT MPOBENECHUS aJlIo-
renHoit TIT'CK mnpu maHHOM 3a00JieBaHWM OTpaHUYECH
[6, 7].

IepBoiit cmyvait mpoenenust amwioreHHoir TI'CK
y manuenTa ¢ JITTK 6bi1 ortucan B 2000 . (peGeHOK B BO3-
pacte 5 jet, noHop — HLA-unentuuyHas cectpa). [lpu
cpoke HabmoneHus 3 roga nocie TI'CK y mammeHTa ObUT
JIOCTUTHYT U COXPAHSUICS MOJHBIIA JOHOPCKUI XUMEPU3M,
OTCYTCTBOBaJIa MOTPEOHOCTh B 3aMECTUTENbHON Tepanuu
KOMIIOHEHTaMU1 KpoBH [6].

Puc. 1. Diuxosumuueckuit nymo (moouguyuposano uz [2]). AT® — adenosunmpugocgam

Fig. 1. The glycolytic pathway (adapted from [2]). AT® — adenosine triphosphate
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HaunbGonee kpymHoe wucclienoBaHue, BKJIIOYaloliee
16 maumenTos ¢ JAITK, TpaHCIIaHTUPOBaHHBIX B CTpaHaX
EBpomnbl 1 Azuu ¢ 1996 no 2015 1., GbLI0 OIyOJMKOBAHO
B 2018 . S. van Straaten et al. [7]. MeauaHa Bo3pacTa
MalMeHTOB, BKJIIOYEHHBIX B IIyOJIMKAllMiO0, COCTaBMJIA
6,5 net. Bce manmeHThl ObUTH TPAHCHY3MOHHO 3aBUCHUMBI
JIO BTama TpaHCIIaHTauuu. B gaHHOI KoropTe 00JbHBIX
NPUMEHSIUCh Pa3IMYHble PEXUMbl  KOHIMIIMOHUPO-
BaHUSI M TepamneBTUYECKUe cTpareruu. IIpmkuBieHue
TpaHCIIaHTaTa ObUIO JOCTUTHYTO B 15 u3 16 ciydaes.
ITate (31 %) 13 16 naLiKeHTOB yMePJiu OT ITOCTTPaHCILIAH-
TalMOHHBIX ocioXHeHui. B 6 (38 %) u3 16 ciayuaes pas-
BMJIACh OCTpasi pPeaKLMsl «TPAHCIUIAHTAT IIPOTUB XO3sIMHA»
(PTTIX) IV crenenn. Jlyuiast BEIKMBAeMOCTh Ha0JTI01a-
JIach y malueHToB, KoTopble mpoxoauau 3tan TI'CK no
10-1eTHero Bo3pacrta. MakT npoBeAeHUsT CIUICHAKTOMUU
TakXKe yXy/lllajl BbDKMBAaeMOCTb. AHaIU3 BceX 16 ciaydaeB
IOKa3aJjl 3-JIETHIOIO OOIIYIO BBKMBAEMOCTh, PaBHYIO 65 %
[7]. Han6onee 3naunmblie myoaukauuu rmo TTCK y maiu-
enToB ¢ JIITK cymmupoBaHsbl B TaoI. 1.

TakuM 00pa3oM, YUUThIBasg IPUMEHEHUE Pa3JIMYHbIX
TUIOB JOHOPOB, PEKUMOB KOHIAULIMOHUPOBAHUSI U OTJIU -
4usl B IPOBEACHUU COIPOBOAUTEIBHOM Tepanuu, Haubo-
see 2 GEeKTUBHBIN 1 0€30IMacHBIM TPaHCIUIAHTAIIMOHHBI
pexxum y nauueHToB ¢ AITK moka HesiceH. IIpuBomum
OIMCaHWe KIMHUYECKOIo Cllydasl Hallleil IalMeHTKU
¢ ATIK.

Kinmaugeckwmii coryqaii

B kaunuky 3a nomowbro 00pamunacy cemwvs, 8 KOMopoll
pebeHoK cmpadan XpoHu4ecKoll eeMoAUmu4eckKoi aHemuel.
Ha momenm nocmynaenus deeouxe dvir0 § nem. U3 anam-
He3a U368eCmHO, YMo cpasy Nocae PONCOeHUs OMMeUanoch
pazsumue ObIXAMEAbHOU HeAOCMAMOYHOCU, 6 C8A3U
¢ uem pebeHoK Obla nepeseder HA UCKYCCMEEHHYIO 6eHMU-
A9YUI0 Neekux 6 I-e cymku dcuznu. Yposenv eemoenoouna
no dauHbIM 00We20 anaiuza Kpoeu ovla cHuxicer 0o 58 e/x,
OMMEHAN0Ch BbIPANCCHHOE Y@eAUHeHUe NeYeHU U CeNe3eHKU.
IIposodunoce 3amenHoe nepeausarue Kposu. Ixcmyoupo-
6ana Ha 9-e cymxu xcuznu. Ilocae @vinucku 6HO8b 3ape-
2UCMPUPOBAHO CHUMICEHUE 2emo2nobuna do 53 e/a. llesou-
Ka 00ci1edosana 6 KOHCYAbMAMUBHOU NOAUKAUHUKE NO
mecmy wcumenvcmea. IIposedennt uccaedosanus gpaxuyuii
2emMo2n00una — 06e3 namoaoeuu, AHMuA00YAUHOBbLI Mmecm
u mecm ¢ OUINOKCUOYMAHOM — OMPULAMENbHbIE, MU0~
epamma — 6 Hopme, UCCAed08aHue OCMOMUHECKol cmoli-
Kocmu apumpouyumos — eapuanm Hopmul. Takice pebeHoK
Obl1 00c1e006aH 6 pA3IUYHbLIX KAUHUKAX A3epbaildicana,
Typuuu u Upana. Ilo danusim nposedenHvix 06caed08aHUl
ObLAU UCKAIOUEHb maKue 3a001e6aHUs, KAK MAaiaccemus.,
dedhuuyum enrox030-6-gocghamoeecudpoeenasvl. Bce Kau-
HUKU 8blCmasual OUaeH03: 2eMOoAumu1ecKas Hecghepoyu-
mapuas anemus. Ilo mecmy xcumeavcmea npoeoouracs
MPauchY3UOHHAS U XeAAMOPHAS Mepanusl.

K momenmy nocmyn.aenus 6 Haute omoenenue 6 aHaMHese
pebenka Hacuumobieanroce 118 mpancgysuii spumpouumap-
Hoil 836ecu. Ilpu ¢puszukanrbHom obcaedosanuu obpaujanu
Ha cebsl BHUMAHUE UKINEPUYHOCTND KOJICU U CKAep, 2enamo-
cnaeHomeeanus (newenv +4 cm, cenesenka +5 cm uz-noo
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Kpas pebepHoil Oyeu), pe3Ko OuUC2apMOHUHHOE paseumue
(pocm — 125 cm, macca meaa — 20 ke).

Ilo pe3yavmamam moaekyasapHo-eeHemu4ecko2o oocae-
008aHUs MEMOOOM CeKBEHUPOBAHUS HOB020 NOKOACHUS
(next generation sequencing) y nauueHmxu 010 8bls164€HO 2
IIB 6 eenax GO6PD u PKLR. Ilepsoiii IIB 6bia nokanu-
306an 6 9-m 3k30ne eena GO6PD u xapakmepuzoeaics
3amenoil 1 HyKaeomuoa 6 eemepo3ueOmHOM COCMOSHUU
(c.1003G>A), umo, 6 ceor ouepeds, 8bvl3bieaem 3ame-
Hy amunokucaomsl p.(Ala335Thr). Hanuwii IIB onucau
6 aumepamype ¢ 00KA3GHHOU (PYHKYUOHAALHOU 3HAHUMO-
cmoto npu deuyume 240K030-6-gpocpamdecudpoeenasbi.
Bmopoii IIB o6vin nokanuzoean 6 7-m sk3one eena PKLR
U xapakmepuszoeancs 3amenoi 1 Hykseomuoda 6 eomosu-
eomrnom cocmosnuu (c. 1109C>T), umo npueodum k 3amene
amunokucaomsl p.(Ala370Val). Ilo coeoxynnocmu danHbx
3ameHa 0blaa KAACCUPUUUPOBAHA KAK GAPUAHM ¢ HEACHOU
KAUHU4Yeckou 3Hauumocmoio. lomosucommuvie u Komna-
YHO-2emepo3ucomuvle mymayuu 6 eere PKLR onucambi
npu aymocomuo-peyeccugroii gpopme JIIK, npueoosuieii
K eemoaumuyeckot anemuu [11].

B kauecmee caedyrowjeil aunuu mepanuu npUHAmMo peule-
Hue o npogedenuu annoeennoil TICK. Ilo pezyasmamam
06credosanuss y nauueHmKu Ovli 0OHAPYICeH NOAHOCHIbIO
HILA-udenmuunuiii cubnune (cecmpa).

Yuumoieas odaumenvuoiii mpaucgysuonnuiil  anamues,
8 paMKax NpeompaHcnAaHMAayUoHHO20  00CcAe008aHUS
nayuenmke 0Oblaad  BLINOAHEHA MACHUMHO-PE30HAHCHAS
momoepaghus 6 pexcume T2 6 yeasx oyeHKU NOMeHYUANbHOL
nepeepysku Jceae30m nevenu u muoxapoa. Ilo pezyasmamam
00cnedosanus Oblaa 6viA61eHA NePeePY3Ka NeveHU Hcene30M
1V cmenenu, muokapd — b6e3 npusHaxKos nepezpys3xu dicene-
30m. Jlo nocmynaenus 6 omoenenue TICK pebenok peeyasp-
HO NOAY4aA XeAQMOPHYH) Mepanur.

Ckpunune na aumu-HLA-anmumena eviaeun 6osee
70 pazauuHeix 6uU008, 4MO s64710Cb CAedcmeuem paree
nepeHeceHHbIX MPanHcqy3uil HeoOnyHeHHbIMU KOMIOHEeHMA-
mu kposu (puc. 2a).

Yuumuieas omcymemeue edunoeo mMuenus 6 niame noo-
eomoeku u nposederusi TICK, 3a ocnogy 6vin 63am pedcum
1n0020mosKU, NPUMEHsIeMbILL Y NAYUEHMOE ¢ f-manaccemuetl
[12]. B yeasx saumuHayuu paHee 8bl18AEHHbIX AHMUMEN
u npedynpexcoeHus OanvHelluleeo0 aHmMuUmMen000pa308anusl
nauuenmke 0bi10 BbINOAHEHO 3  AUMGDOOensemupyrOuUxX
onoka ¢ gaydapaburom é doze 150 me/m?, ¢ nocaedyouum
d8yKpamHviM 68edenuem dapamymymaoa.

Ilocne npoeedeHHol npeompaHcnAaGHMayUOHHO
Nn0020MOBKY  COXPAHAACA BbICOKUI  YPOBeHb aHmumen
(puc. 26), 6 yeasx oarvHeluie2o CHUNICCHUS MUMPA GbINOA-
HeHO 5 npoyedyp IKCMpaKopnopatbHoi O4UCKU ¢ NOMOUBIO
copoyUoHHOU KoAOHKU «HMMmyHO-Adconak», nossoauguiell
3HAYUMENbHO CHU3UMb YPO8eHb aumumen (puc. 28).

B danvHeiiwem nayuenmke 6vlaa nposedeHa annioeeHHas
TICK om noanocmoto coemecmumoco poocmeeHH020 JOHO-
pa (cecmpot) (maba. 2). Ilepuod anaazuu npomexan oOe3
BHAUUMBIX 0CA0NCHeHUll. Boccmarnoeaenue kposemeopenus
3aghuxcuposaro Ha densv +19.

B pannem nocmmpancnaanmayuoHHoM nepuode omme-
4anoce pazgumue psoa 0CAONCHEHUIL:
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Taomana 1. Ceodnuie dannvie nyoauxayuit no TICK npu AI1K (nauano)
Table 1. Summary data of publications on hematopoietic stem cell transplantation (HSCT) in pyruvate kinase deficiency (beginning)
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BUHHAA | e 7 naseEn ITynoBuH-
KpoBb year 7 months Hail kpokh
Cord Cord blood
blood
KocTHprit
S o, B hggz;x
MUD, 41 ron V-
MSD 3 years, ax gne
41 years .
marrow in
both cases
2 roza 6 Mecsi- EREQ:
LB puyecKue
i G N’[eCH- CTBOJIOBBIE
KJIETKM/
TyTo- 1LIeB, ;
BUHHAas 9 Mecs1IeB, b erslfe f;sral
KpoBb/ 1 TOM 2 Mecsiia cells — 3
cord  2years 6 months, T HOBHH’_
mr/kr/mg/kg  blood — 1 1 year 6 months, H;; cony)
9 months, 1 year col; y
2 months blood — 1
Tlepude-
pudecKue
17 net CTBOJIOBbIE
VAIELD) 17 years KJICTKU
Peripheral
stem cells
KoctHbrii
39 net MO3T
01D 39 years Bone
marrow

Hcroynuk

Bo3pact Ha
moment TTCK
Age at HSCT

CTBOJIOBBIX
KJIETOK
Stem cell
source

Octpas
PTIIX
Acute GVHD

Her
No

Koxa,
KUIIEYHUK,
reYeHb —
IV crenenb
Skin, intestine,
liver —
grade IV

Koxa —
I creneHb

HNudexknuonnbie
OCJIOXKHEHUS
Infection

DebprtbHas
HEWTPOTIEHUST
Febrile
neutropenia

INepBuuHas u-
TOMETaJIOBUpPYC-
Hast MH(EKIMS,
acreprusuie3Hast
TTHEeBMOHUS
Primary
cytomegalovirus
infection,
aspergillosis
pneumonia

baktepuanbHas
MHOEKIUs

Skin — grade I Bacterial infection

Her

Koxa —

II crerens,
KUIIEYHUK —
IV crenenb,
JIOKAJIU3alust
He yKa3zaHa —
II crernens,

1 mauueHT —
6e3 PTIIX
Skin —
grade 11,
intestine —
grade 1V,
localization
not specified —
grade 11,

1 patient —
without GVHD

Koxa, ku-
meyHuK — [V
CTeTeHb
Skin, intestines
—grade IV

Koxa, ku-
IIEYHUK —
IV crenenp
Skin,
intestines —
grade IV

3 romga — Her,
41 ron — mo-
TO3peHUe Ha
TrpUOKOBYIO
ITHEBMOHUIO
3 years — no,
41 years —
suspected fungal
pheumonia

DeOputbHas
HeUTponeHus —
HET,
TTHEBMOHUSA —
HET
Febrile
neutropenia —
no,
pheumonia —
no

Cerncuc

(E. faecium),

MOJI03peHNe
Ha rpuOKOBYIO

ITHEBMOHUIO

Sepsis

(E. faecium),
suspected fungal

pneumonia

Her
No
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Ta6mma 1. Ceoonvie dannvie nyoauxayuii no TICK npu JIIK (oxonuanue)
Table 1. Summary data of publications on hematopoietic stem cell transplantation (HSCT) in pyruvate kinase deficiency (end)

Pexum Konau- Hcroumik ll-l\;[gﬁ:al;?
CIIEH3KTO- N Bo3pacr Ha CTBOJIOBBIX Octpas HNudexkuuonnbie oA Pesyin-
HUOHMPOBAHMS HUS, MeC
. Mus Con dgionino moment TTCK KJIETOK PTIIX OCJIOKHEHUS Fo I;ow- TaT
Splenectomy - S Age at HSCT | Stem cell | Acute GVHD Infection ; Outcome
regimen source up time,
months
ATG — 6 mr/kr/
mg/kg,
Flu — 160 mr/ KocTtHbrit l:ri?)lggzilglgfl—
Ja M2 /mg/m?, MFD 7 ner MO3T Her : ca 29 Kus
Yes TT — 8 mr/kr/ 7 years Bone No R pyca Alive
i, marrow eactivation of
Treo 42 1/a/e/ cytomegalovirus
m?—1
ATG — 8 mr/ir/ PeaktuBaius
. Koxa, LIUTOMETaJOBH-
Flu — 160’MF/ Kocruplit ~ N/MICHHIK - pyca i Bupyca
2 5 MevyeHb — BnuTeitHa—
Her M2 /mg/m?, MUD 6 et MO3T IV creneHn Ba ) Vmep
No Bu — o KoH- 6 years Bone Ski Reacti P ? f Died
ueHTpauuu/by marrow . wan, I eaciiva l"m. Q
concentration intestine, liver ~cytomegalovirus
_ —grade IV and Epstein—
S. van Barr virus
1 Straaten 16 ATG — 7,5 mr/ Koxa, ku-
etal. [7] Kr/mg/kg, KoCTHBIN ~ 1IeYHMK —  Acreprusuies-
Ha Cy — 200 mr/xT/ MUD 10 et MO3T IIl crenedb  Hast THEBMOHUST 13 Ymep
Yes mg/kg, 10 years Bone Skin, Aspergillosis Died
Flu — 120 mr/ marrow intestine — pneumonia
M?/mg/m? grade I11
ATG — 7,5 mr/ Tepude-
xr/mg/kg, puvecKue
Ha Cy — 200 mr/xr/ MUD 11 ner CTBOJIOBbIE Hert _ 36 Kus
Yes mg/kg, 11 years KJIETKH No Alive
Flu — 120 mr/ Peripheral
M?/mg/m? stem cells
Tepude-
puyeckue
Her 8 met CTBOJIOBBIE Her Kus
No BUUID 8years KJIETKH No - = Alive
Peripheral
stem cells
Cy — 120 mr/kr/
mg/kg, [Tepude- Koxa,
L.P Flu — 150 mr/ puYecKre KHUIIEYHUK —
D) Zhan 1 Hert Kr/mg/kg, MUD 4 roga crtBosioBble IV cTeneHb _ 2 Kus
et al. No Bu — 12,8 mr/ 4 years KJIETKU Skin, Alive
[8] kr/mg/kg, Peripheral  intestine —
ATG — 10 mr/ stem cells grade IV
kr/mg/kg
ZYX.
3  Maet 1 - - MUD - - - - - —
al. [9]
KoctHbrit
MO3T +
§ Sy _m?g(}]?dg s nepude-
< £l
% Hert Fll?r?rnzg%c;{ v 3 roga Cil;zizl;ﬁlee Hert Her Kus
§ No Bu-—19,2 IV’IF/ LA LG 3 years Tf;:l No No N Alive
= xr/me/ke, ].gone
-~ Y. Pang ATGAM — 100 marrow -+
= o
u==_:, 4 etal 2 mr/kr/me/kg peripheral
E: [10] stem cells
[ Cy — 160 mr/kr/
\(=}
g mg/kg,
® Flu — 200 mr/ N Koxa —
E Her Kkr/mg/kg, _ 4 rona H;’ﬂ KDOBE I crenensb Her _ XKus
o No Bu — 14,4 mr/ 4 years Cord l?loo d Skin — No Alive
= Kkr/mg/kg, grade |
= ATGAM — 100
x mr/kr/mg/kg

|
TIpumevanue (31ech u B 1a0. 2). Cy — yuraopocamud; Treo — mpeocyavpan; Flu — ¢ghayoapabun; Bu — oycyavpan, TT — muomena; ATG — mumoenotyaun; ATGAM — ATTAM;
MSD — coemecmumpiii cubaune-donop; MFD — coemecmumbtit podcmeennsiii donop; MUD — coemecmumbiii Hepodcmeennwiii donop; MMFD — eanaoudenmuunbsiii dorop.

m Note (here and in Table 2). GVHD — graft-versus-host disease; Cy — cyclophosphamide; Treo — threosulfan; Flu — fludarabine; Bu — busulfan; TT — thiotepa;
ATG — thymoglobulin; MSD — matched sibling donor; MFD — matched family donor; MUD — matched unrelated donor; MMFD — mismatched family.
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Puc. 2. Juuamuxa usmenenus uucaa anmu-HLA-anmumen na ¢hone nposedenus: mepanuu 0apamymymadom u UMMYHOCOPOUUU: 4 — KOAUHECHBO
HLA-anmumen k aokycy DRB I unuyuanvro npu nocmynaeruu; 6 — cHudicernue koauvecmea HLA-anmumen 6 dunamuke nocae 2 egedenuii dapamymymaoa;
6 — koauuecmeo HLA-anmumen nocae 5 npoyedyp uMmyHocopoyuu ¢ Koaorkoi « Ammyno-Adconax» neped TICK

Fig. 2. Dynamics of changes in the number of anti- HLA antibodies during daratumumab therapy and immunoadsorption: a — the number of HLA antibodies
to the DRBI locus is initially determined upon admission; 6 — decrease in the number of HLA antibodies in dynamics after 2 injections of daratumumab;
6 — the amount of HLA antibodies after 5 immunosorption procedures with the “Immuno-Adsopack” column before HSCT

Tadmua 2. JlanHbie nayueHmxu, OOHOPA U MPAHCHAGHMAUUOHHBLI PeNCUM

Table 2. Patient’s, donor data and conditioning regimen

ITapametp Omnncanne
Parameter Describe
Bospact Ha momeHT TT'CK, rozbt g

Age at HSCT, years
VpOBEHb CHIBOPOTOYHOTO (heppr-

TuHa nepen TI'CK, MKr/i 4503
Pre-transplant ferritin, mcg/|

[oHop MSD
Donor

TT — 10 mr/xr/mg/kg,
Treo — 42 r/m%/g/m?,
Flu — 150 mMr/m%/mg/m?,
ATG — 10 mr/xr/mg/kg,
RTX — 375 mr/m%/mg/m?

IMepudepuueckue cTBOJIOBbIE
KJIETKU

PexxrM KOHIMLIMOHUPOBAHMST
Conditioning regimen

HcTounuk TpaHCIUJIaHTaTa

ezt S Peripheral stem cells

Cy — 50 mr/xr/mg/kg, nun/
Tpodunaktuka PTITX days +3, +4, Takponumyc/
GVHD prophylaxis tacrolimus, MMF — co mHs1/

from the day +5

KierouHoCTh TpaHCIUIaHTaTa 110

CD34%, x 10¢/kr 6

CD34" cell dose, x 10°/kg
|

Ipumevanne. RTX — pumykcuma6; MMF — muxogenorama mogemun.
Notes. RTX — rituximab; MMF — mycophenolate mofetil.

- eemoppacuueckuil yucmum co ous + 40. I[Iposodunuce
aHanveemu4eckas U CnazmMoAUMuMecKas mepanus, mMacHu-
momepanus Ha 06aacmb mouesoeo nyswips. Kynuposanue
aeaenuil yucmuma docmueHymo ko Ouro +76. Ilocaeownss
MpaHchy3us IpumpoyumapHoll 63eecu NAyUeHmke npoge-
dena na denv +122 nocne TICK;

- ocmpas PTIIX, koxcnasa opma II—II1 cmenenu,
co OHs +40, npucoedunenue xuuieuroti gopmur 1V cmenenu
co OHs +47, neuenounoii gopmot co ous +49 (buaupyoun —
97 mrmonv/n). IlIposodunracy KOMOUHUPOBAHHAS UMMYHO-
CynpeccusHas mepanusi: MemuanpeoHu3onon — 2 me/ke,

gedoauzymad No 4, smanepyenm No 2, makpoaumyc, mpac-
naaumayus Gexkaivroll mukpobuomsr No 2, mpancgysuu
ME3eHXUMANbHbIX cMB0a08bix Kaemok No 2. Ha ¢hone npo-
6€0eHHOl Mepanuu Omme4eHa noA0NCUMeNbHAs: OUHAMUKA,
meuenue ocmpoit PTIIX kynuposaro ko ouro +119;

- maxcesas 0eaK08o-3HepeemuyecKas Hedocmamou-
Hocmob. C momenma manugecmavyuu ocmpoit PTIIX kuweu-
HOUl (hopMbL OMMEUANACH BbIPAICEHHASI NOMEPSI MACCHL Mead
(4 ke 3a Hedenio), HecMOmMpPs HA NOAHOE NAPEHMEPANbHOE
numanue. IIposodunrace HympumueHo-memadosuueckas
nodoepicka, Ha oHe KOMOPOU OmMMe4anacht MeoneHHAs
noaoCUMenvHas OUHAMUKA 6 Ude NOCMEeNneHH020 Habopa
maccwl mena;

- NapyUaIbHAas KPACHOKAeMO4HAs anaasus co ousa +180
(cHuxceHue yposHs eemoenobura do 85 e/a). Ilposodunace
mepanus dapamymymaodom (1 eeedenue), npouyecc Kynupo-
6an (eemoenobun — 120—1302/n);

- xponuueckas PTIIX ¢ nopasicenuem neekux co OHA
+235. Ilposodumcsi KOMHWAEKCHAA UMMYHOCYRDECCUBHAS
mepanusi ¢ NOAOHCUMENbHOU OUHAMUKOU Ha (POHe AeueHusl.

O0cyxaeHne pe3y/IsTaToB

Temonutuueckasi anemust Bcaeactsue JIIK umeer
pa3HOOOpa3Hble KIMHWYECKUE TIPOSBICHUS. Y 4YacTu
MalXeHTOB B TeYEHME BCEU JKM3HM aHEMUs TOJHOCTBIO
KOMIICHCHpOBaHa, a y JOPYIrMX MOXKET HaOJoaaThes
TsDKeNlas XpOHMYecKas TpaHC(hY3MOHHO 3aBHCUMAast
dopma. B ornucaHHOM HaMM cilydyae OOHapyKeHa 3ame-
Ha HYKJIEOTUAA B TOMO3UTOTHOM cocTosiHuu ¢.1109C>T,
npuBOIsILIAsl K 3aMeHe aMUHOKUCIOThI p.(Ala370Val)
B reHe PKLR. JlaHHas 3amMeHa He 3aperucTpupoBaHa
B 0a3zax JaHHBIX MOJMMOP(GU3MOB UYeJIOBEeKa M HE OIU-
caHa B JUTepaType Kak IartoreHHas. [1o COBOKYITHOCTH
JAHHBIX 3aMeHa KJIacCu(PULIMPYeTCs KaK BapHaHT C HesIC-
HOM KJIMHUYECKOI 3HAUMMOCThIO. Takske ObLT OOHapyKeH
I1B B reHe G6PD B reTepo3UroTHOM COCTOSTHUM C JTOKa-

Knuunyeckue Habnwopenus // Clinical cases
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3aHHOI (DYHKIIMOHAJBHOM 3HAYUMMOCTbIO TIpU AehuiinTe
[II0K030-6-docdaraernaporeHasbl. Bo3Hukaer Bompoc
0 BKJIaJe KaXIOro BapvaHTa B IeMOJM3 B OMKMCAHHOM
Hamu ciiydae. [eMonuTruecKue Kpu3bl BCIEACTBUE HEO-
CTATOYHOCTH TJIIOK030-6-(ocdaTaernaporeHassl Xxapak-
TepHBI TPEUMYIICCTBEHHO IS JIMII MYXXCKOIO II0Ja,
MOCKONBKY TeH GO6PD pacriofioxkeH Ha X-XpoMoOcOMe.
Kpome TOro, oHM HpOBOLUPYIOTCS TpUITepamMu (Cyib-
danmnamMuabl, GTOPXUHOJIOHBI, TPOU3BOIHBIE HUTPODY-
paHa, BUpYCHbIe MH(EKIINU, IMUIIEBbIe MHTOKCUKAIIN).
I[lpy u3yyeHMM aHaMHe3a Hallleil MHalUWEHTKA TaKuX
JAHHBIX He MnojydyeHo. OnyOJMKOBaHbI HaHHbIC, YTO
HaJW4YKe TeTepo3UroTHO MyTauuu B reHe PKLR B coye-
TaHWU C IPYTUMU HACJIEJICTBEHHBIMU TEMOJIUTUYECKUMU
aHEMUSIMM MOXET YTSKeIATh ux TeueHue [13]. B Hamem
cJlydae CJIOXKHO OTBETUTh Ha BOIIPOC: BJIMsLIA JIM MyTaLIMsI
B reHe GO6PD Ha mytaumio B reHe PKLR? B nuteparype
HaM yaajloch HailTu 1 MOmOoOHYI0 KJIMHUYECKYIO CUTya-
uuio [14]. YuursiBag maHHbIe MyOJMKAIWI IO YacTOTe
pasButust PTIIX y mamuenTtoB ¢ JAITK, Heab3st uckimo-
YUTh T€YCHUE Y TaKUX OOJIbHBIX METa00JMYECKOrO KPU-
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3a mon mackoit PTIIX, Ttak kak dakr TpaHCIUIaHTallUX
ycrpanseT AITK Toabko B 9pUTpoOLIMTaX, B TO BpeMsl Kak
B IMEYEHH, MOYKaX U KUIIEYHMKE MCXOMHBIN AeUIIUT
coxpaHsieTcs. TakKe B IT0JIb3Y TeUSHUS] METa00TNISCKOTO
KpHr3a CBMIETEILCTBYET Pa3BUTHE MEIJICHHOW IOJIOXKU-
TeJIbHOW AWHAMUKM Yy TAIlMeHTKU Tocjie HA00aBICHUS
B Tepamnuio HYTPUTUBHO-META0OJMYECKON IOMAEPKKHU
(BUTaMUHBI, J1eBOKapHUTUH). PoCcT ypoBHel ramMmma-riy-
TaMWITpaHcdepasbl, IMeJ0YHOi ¢ocdaTa3sl BO BpeMs
JICUEHUSI, BEPOSITHEE BCETO, ObLT 00YCIOBJICH Ae(ULINTOM
TMEeYeHOUYHON (hpaKUMu MUPYBaTKUHA3BI, a HE TEYCHUEM
neyeHouHoi PTTIX [15].

3akioyenne

IlpencraBineHHbI HaMMU  KJIMHWUYECKWIA  ciIy4aii
MOATBEPXKIACT, UTO TsDKEIble (DOPMBI HACIEICTBEHHOM
reMosuTudeckoit anemuu Bcnencrsue JITK Moryt ObITh
usnedeHbl ¢ momoibio amtoreHHoit TI'CK. Omnako
HEOOXOAMMBI JaJbHEHIIMe MCCIeI0BaHUS B IIEISIX MOI-
Oopa TIIpeATpaHCIIAHTAIIMOHHOI ITOATOTOBKHU, BBIOOpA
pexkruMa KOHIUIIMOHUpoBaHUs 1 nipodunakTuku PTITX.
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