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B oannoii cmamve onucan edurncmeenHwili 6 Poccuu cayuaii HecmabuavHoeo eemoenoouna Calgary y o0eyxaemueeo pycckoeo
ManbuuKa ¢ msaxicenoi mpancghy3uoHHO-3a6UCUMOLl aHemuell, GO3HUKUIel 6 pe3yibmame moveuHoli de novo mymauyuu eena [f-enobuna
(HBB: ¢.194G>T). Couemanue KauHu4eckoil Kapmuuvl MsxiceA0l aHemuu, npomekarouei no muny 6016uoll opmel f-maraccemuu,
¢ omcymemeuem cneyu@duueckux A1a60pamopHuiX NPU3HAK08 3ampyoHUA0 OUACHOCMUYEeCKUD NOUCK, KOMOPbLi Obla 3a6epuieH moabko
04a200apsi cOBpeMeHHbIM MONCKYASIPHO-2eHeMUUeCKUM Memodam. B nacmosiujee epems eOUHCMEeHHbIM PAOUKANbHBIM MemodoM mepanuu
MPaHchY3UOHHO-3ABUCUMBIX 2eMO2A00UHONAMULL 568A5eMCsT NPOBedeHUe ANN02eHHOU MPAHCHAAHMAUUU 2eMONOIMUUECKUX CHBON08bIX
Kkaemok. [Ipedcmaenen 0630p aumepamypul, OeMOHCMPUPYOWULL 0dusue céedenus 0 3a601e8anull, OaHHbIE MENCOYHAPOOHBIX UCHOYHUKO8
0 nposedeHUU arn02eHHOU MPAHCNAGHMAYUYU 2eMONOIMUHECKUX CIMBON0BbIX KAEMOK NPU HeCMAOUAbHbIX 2eM02A00UHONAMUSX, a MaKice
coOCMBeHHbL ONbIM YCNeuH020 NPUMeHeHUs 0aHHO20 Memoda.
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Experience of allogeneic hematopoietic stem cell transplantation in a pediatric patient with hemolytic anemia due
to unstable hemoglobin Calgary (HBB: ¢.194G>T)
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This article describes the only case of unstable hemoglobin Calgary in Russia in a two-year-old Russian boy with severe transfusion-
dependent anemia caused by a de novo point mutation in the -globin gene (HBB: c.194G>T). The combination of the clinical picture of
severe anemia, occurring as a major form of [-thalassemia, with the absence of specific laboratory signs complicated the diagnostic search,
which was completed only thanks to modern molecular genetic methods. Currently, the only radical method of treating transfusion-dependent
hemoglobinopathies is allogeneic hematopoietic stem cell transplantation. A literature review is presented demonstrating general information
about the disease, international literature data on allogeneic hematopoietic stem cell transplantation for unstable hemoglobinopathies, as
well as our own experience of successful use of this method. The patient’s parents have given consent for the use of information, including
photographs of the child, in scientific research and publications.
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BBenenue

TanacceMuyeckne CUHAPOMBI — 3TO OOJIbIIAs IpyIina
Hac/IeICTBEHHBIX TEMOJUTUYECKUX aHEMUI ¢ ayTOCOMHO-
pPELIECCMBHBIM THUIIOM HacJieAOBaHUsI, OOYCJIOBIEHHBIX
KOJIMYECTBEHHBIM HapyllIEHMEM CUHTE3a MOJIMITETTUIHBIX
Lierei, Bxoasmux B coctaB reMoriaoouHa (Hb). PazButue
B-TamacceMuu BLI3BAHO MyTallMEH B B-IJIOOMHOBOM IeHeE,
B pe3yJbraTe 4Yero YMEHbBIIAETCsI WM OTCYTCTBYET CUHTE3
B-Leneit ¢ HaKOIJIEHUEM U30BITOYHOIO KOJIMYECTBA CBO-
OOIHBIX 0-IJTOOMHOBBIX 1ierneil. [1oJoOMKM a-IJTOOMHOBBIX
TeHOB OOYCJIOBJIMBAIOT HapylIeHUWe CUHTe3a o-1Ierei,
MPUBOJIS K AucOanaHCy IIOOMHOBBIX LIeTeil 3a CUeT CHU-
JKeHMST UJIM TIOBBILLIEHUSI KOJIMYeCcTBa a-rjaoouHa [1, 2].

DTU COCTOSHUSI YacTO Ha3bIBAlOT ayTOCOMHO-I0-
MMHAHTHBIMU [-TajacCeMUsIMU, WM HECTaOWIbHBIMU
reMOTIJIOOMHOIIATUSIMU, U B OOJIBIIMHCTBE CIyYaeB OHU
BbI3BaHbI MyTaLIUsIMU de novo |3, 4]. B otnnuue ot romo-
3UTOTHBIX BapuMaHTOB IIpU ayTOCOMHO-IOMUHAHTHOM
BapraHTe MPOUCXOIUT MPOAYKIIUSI HECTAOMIBHBIX B-TJI0-
OMHOB, KOTOPbIE COBMECTHO C HM30BLITKOM «-TJIOOMHOB
MPELUIUTUPYIOT Ha BHYTPEHHEN MOBEPXHOCTU KJIETOU-
HOIl MeMOpaHbl 3PUTPOLIUTOB U IPUTPOOIACTOB, TOBPE-
XAasl UX LIMTOCKEJET U MPUBOIS K UX TMOeu. DTO BiIeUeT
3a 000l reMoJI13 1 pa3BuTHe Hed((HEKTUBHOIO 3PUTPO-
110332 ¢ TuIepIuia3Meil 3pUTPOUIHOTO POCTKA B KOCTHOM
Mo3re U aKcTpamenyuisipHo. CTerneHb HeCTaOUIbHOCTU
onpenesieT GeHOTUIMUYECKUE TTPOSIBICHUS B BUAEC TeMO-
JIMTUYECKON aHEeMUM Pa3IMYHOM CTENeHU TSKeCTU 1/ Ui
HeahhEeKTUBHOIO 3pUTporioasa [4, 5].

OOBIYHO TIPUUYMHON JTOMUHAHTHON [-TajlacceMUuu
SIBJISTIOTCSI MUCCEHC-MYTallMM, Hapyllaroliue CTPYKTY-
py Lienu riao0uHa, BCIEICTBUE 4Yero He (OpMHUPYIOTCS
cTaOWIbHBIE TeTpaMepbl WJIM CUHTe3upoBaHHbII Hb
HecTaOWIeH M OBICTPO pa3pyllaeTcs B 3pUTpoOJIacTax
KocTHoro mosra [4]. Hekoropble M3 3THUX BapuaHTOB,
takue Kak Hb Hakkari (HBB: ¢.95T>G), Hb Chesterfield
(HBB: ¢c.86T>G), Hb Terre Haute (HBB: ¢.320T>G),
Hb Cagliari (HBB: ¢.182T>A) u Hb London—Ontario
(HBB: 332T>Q), BbI3BIBAIOT TSXKEIYIO aHEMUIO U TpeOy-
0T TIPOBEACHMST TTOCTOSTHHBIX TeMoTpaHcdy3uit [6—11].

Hb Calgary — aTo KpaitHe peakuii BapuaHT B-1J100MHa,
KOTOpHIi BIiepBbie ObLT ymoMsHyT B 2015 1. y mauueHTa
u3 KaHaapl, HO ObLIM TIPENCTaBIEHbI TOJBKO PE3YJIbTaThl
TeHEeTUYECKUX HCCIIeOBaHuli, a MOAPOOHbIE KIMHUYE-
CKMe JaHHble M3HaJyaJabHO OTCyTCcTBOBaaM [12]. B manb-
HetimeM B 2021 . Martin et al. ipeacTaBuin MoaApoOHOE
KJIMHUYECKOE ONMcaHue 2 AeTel ¢ KpalitHe HeCTaOUJIbHBIM
BapraHTtoM Hb ¢ ¢eHOoTUTIOM GOMBLION (DOpMBI B-Tanac-
ceMuu (B TOM YuUCJIe MalMeHTa, yIoMsiHyToro pasee) [13].
Ero ocobeHHOCTSIMU SIBASIIOTCS KpaitHe TSKea0e TeueHue

¢ MaHudecTalMeil B HEOHATAJILHOM TEPUOAE 1 BbICOKASI
reMoTpaHcy3MoHHas 3aBUCUMOCTD C AaJbHelIIel nepe-
rpy3KOH XKeIe30M, UTO MOAYEPKUBAET BAXKHOCTb PAaHHETO
TEHETUYECKOIo TECTUPOBAHUS JJIsl TIOCTAHOBKU TOYHOTO
nuarHo3sa [14]. Ha trepputopun Poccuiickoit @enepannu
Hb Calgary paHee He BcTpeuascs.

JlmarHocTuka reMorjo0MHOINaTUii B pYyTUHHOM MpaK-
TUKE BKJIIOYAET TOACYET IPUTPOLIMTOB, SPUTPOLUTAP-
HBIX MHIEKCOB, IMpoBeAcHMEe ayekTpodopesa Hb u/mim
BbICOKOA((MEKTUBHONM  JKUAKOCTHOI  Xpomartorpadun
(BB2XKX), TeM He MeHee 3TU METOIbI HE BCET1a MOTYT ObITh
3¢ GEKTUBHBIMU TP IUAaTHOCTUKE HEKOTOPBIX Bapu-
AHTOB HECTAOWJIbHBIX TeMOTJI00MHONATUI. DTO 3aTpya-
HsIET CBOEBPEMEHHYIO IMOCTAHOBKY AMarHo3a, a Mmpolecc
MOMCKa TEeHETUYECKOW NPUYMHBI 3a00JIeBaHUSI MOXKET
3aTSIHYThCS Ha rofbl. Mcrmosib30BaHUME METoAa BBICOKO-
MPOU3BOAMTEILHOTO CEKBEHMPOBaHUS (next-generation
sequencing, NGS) MoXeT ObITh MOJIE3HBIM AOTIOJTHEHUEM
B IMArHOCTMKE TaHHBIX MTaTOJOTUIA.

CraHgapToM BelE€HUS TMAllMEHTOB C TeMOIJI00MHOMa-
tueii Calgary, Kak ¥ TMalMeHTOB C TpaHC()Y3MOHHO-3a-
BUCHUMOM [(-TajacceMuei, SBJISIOTCSA PEryIspHbIe TeMO-
TpaHchy3Un U XeJaTopHas Tepanus. B MexayHapomgHoit
JIUTepaType OTCYTCTBYET OMKMCAHUE CJIydyaeB MPUMEHEHUS
MeToJa aJUIOTeHHOU TpaHCIUIaHTALIMU TeMOITOATUYECKMX
cTBoJIOBBIX KJeToK (amno-TI'CK) mpu sToii maroioruu
(BBUIY OTKa3a poauTelieil mamueHToB). [IpuBoaum omnu-
CaHUEe KJIMHMYECKOro cjyyasi BIEPBbIE BBISIBIEHHOTO
aHomasnbHoro Hb Calgary (HBB: ¢.194G>T) Ha Teppu-
topun Poccuiickoit Menepainyt y STHUYECKH PYCCKOTO
pebeHKa, BO3HUKIIIEro B pe3yJibTaTe CIIOHTaHHOU MyTa-
11U, ¢ mocaeayomei yenemnoi amio-TICK.

Knnnuveckwuii coryvait

Maavuuk, 2 200a, cra8aHCK020 NPOUCXOICOCHUS, NOCIY -
nun 6 omoeneHue MpAHCHAAGHMAUUU KOCMHO20 mMo3ea Poc-
CULICKOU 0eMCKOU KAUHUYeCKOU O0AbHULYb!L 015 GblNOAHEHUS
anno-TICK.

U3 anamuesa useecmmno, umo pebeHok om uemeepmoll
bepemeHHOCMU, npomMeKasuleil Ha (OHe aHemul, ypeanias-
MO03a, MUORUU, MPEeMmbUX CAMOCMOSMENbHbIX POO08 HA CPOKe
39 nedenwv, macca meaa npu poxcoenuu — 3600 e, pocm —
53 cm, oyenka no wikanre Aneap — 8/8 6anrnos. Yxyowernue
cocmosinus pebeHKa ommeueHo uepes 6 4 — HaAOAHOOANUCH
obujas caabocms,  HCEAMYUIHOCMb  KOJICHBIX HNOKPOBOE,
eunepousupyouHemus, eunepaelikoyumos, 8 oaibHelluem —
aHemus U mpomoouUmoneHus.

C yuemom OaHHbIX AHAMHe3d, KAUHUYECKOU KaApMUHbL,
epynn kposu mamepu u pebenka — O(I) pesyc-noaoxcu-
menvHas u B(IIl) pe3yc-nosoxcumenvHas coomeemcmeeH-
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HO — OQMHAs CUMYQuusi PACUEHeHA KAaK 2eMOAUMU4ecKas
b0.1e3Hb HOB0POJICOeHHO20 no cucmeme ABO, enympuympoo-
Has ungexkyus HeymounenHas. Ilpoeodunrace un@y3uonuas,
aumubaKmepuaivhas, CUMRIMOMAamu4eckas u gomome-
panus. Bnepevle 3amecmumensHas mpancgysus pumpo-
YUmapHoii 636ecu GbINOAHEHA HA 8-¢ CYMKU JICU3HU, NOcae
yeeo ypoeenv Hb ¢ 77 e/n nosvicuacs do 142 e/n. Oduako
youce K 4-HedenvHoMY 803pacmy, HECMOMPs HA NPogedeHue
mepanuy npenapamamu JHceae3d, 6H08b OMMeueHa aHemMus
do 68 2/n Ha goHe HOpMaruzauyuu ourUpyOUHA U AAKMam-
decudpoeenasnl. B danvHeliuiem nompebHocms 6 npogedeHuu
3aMeCMUMenvHblX — 2eMOMPAHCQY3ULL  3PUMPOYUMAPHOLL
maccol cmana peeyaspHoil — Kadxicovle 3—4 Hed, cymmaproe
Koauvecmeo mpauc)ysuii 3a 2 eoda cocmaguno 29.

B 6o3pacme 2 mecsauee manvuuxy 6binoaHeHa NYHKUUS
KOCmH020 Mo3ea. 3akawueHue (nepecmomp 6 gpedepanvHom
yeHmpe): 3pUMpoOUOHbLl POCIMOK pacuiuper, npeobaadaem
6 cocmaee, 3pUMpPON033 ¢ YePMamu Me2anro0aacmouoHoCm,
8bIPAJICCHHBIMU  Yepmamu  ducnoaza (ypooaugocms sdep,
xoavya Keboma, menvya Koaau, yumonaasmamuueckue
MocmuKu, gppaemenmayuy 20pa).

B 603pacme 6 mecaues 6binoAHEHO MOACKYAAPHO-2eHe-
muueckoe obcaedoganue memodom NGS ¢ ucnonwv3oganuem
KAacmomHbIX nauenell eeHog «lemorumuueckue anemuu, spu-
mpouumo3ssl U eemoxpomamoss>. B eene HBB 6 sx30ne 2
00Hapysicena 3amena 00Ho2o Hykaeomuda c.194G>T ¢ ceme-
DO3UOMHOM COCMOSHUU, NPUBOOSULASL K 3aMeHe AMUHOKUC-
aomot p.(Gly65Val). Jannsiii éapuanm He 3apecucmpuposan
8 baze OaHHbIX annenbHulX sapuarnmog yenoseka dbSNP, ne
umeem NONYAAYUOHHBIX HACMOM U ONUCAH 6 Aumepamype
KaK NamozeHHblil 6 2emepo3ueOmHOM COCMOSHUU, NPUBOOsI-
wuil Kk hopmuposanuro Kpaiine HecmabuabHORO AHOMANLHOO
Hb Calgary. Ilo coeoxynHocmu danHbix eapuanm Ovia Kaac-
cugbuyuposan Kax namoeeHuuli. Y cubauneos u pooumeneii
OauHas Mmymauyus He 0OHAPYICEHA, 8 CES3U C HeM OHA pacye-
HeHa Kak de novo.

B 6o3pacme 10 mecsauyes nayuenmy nposedeHo onpede-
AeHue namonoeuteckux gpopm Hb memodom BOXKX — ano-
ManvHbIX yeneil He gviaeaeHo. Teavua leiinya 6 nepugepuye-
CKOIl KpO8U makice He Gbisi6AEHbL.

Ha gone npodoaxcarowuxcs 3amecmumensHbix mpauc-
@y3uil IpumpoyumapHoli maccoel 'y pebeHka 6 eo3pacme
1200a 3 mecsayes ommeneHvl nNPUSHAKU Nepeepy3KU HCene30M,
8 C8A3U C UeM Ha4amo aAeueHue depepasupokcom 6 mepanes-
muueckux 0osax. Pebenox HeoOHOKpamuo KOHCYAbMUPOBAH
8 (hedepanvHbix UYeHMPAX, DPEKOMEHO0B8AHO NPOOOAICUMD
3amMecmumentHvle eeMOMPAHCHY3UU U XeaamopHyr mepa-
nur.

B eo3pacme 2 nem 6 Poccuiickoii demckoil Kaunuue-
ckoli 6oavHuye no dannvim HILA-eenomunuposanus cemovu
y nayuenma onpedene HILA-udenmuunsiii cube (cecmpa),
NOAHOCMbI) COBMECMUMDbLIL ¢ HUM makice U no cucmeme
ABO. Coenacrho cmandapmy mepanuu mpauc@y3uoHHO-3a-
sucumbix eemoenobunonamuil [ 15] npunamo peuterue o npo-
gedenuu anno-TICK om poocmeennoeo HLA 10/10-coeme-
cmumoeo doHopa (cecmput).

Ilpu nocmynaenuu 6 omdesenue mMpaHCHAGHMAYUU
KOCMHO020 MO03ed V NAUUEHMA OMMeHeHbl AHeMUYecKuil
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cundpom (Hb 82 2/a, pemurynsoyumor 0,2 %o), npuznaxu
XPOHUUECKOU NOCMMPAHCOY3UOHHOLU Nepecpy3KU dHcene3om
(eppumun 1825 He/ma, eenamocnieHomezanus, noo-
meepiic0eHHas OaHHbIMU YAbMPA38YK08020 UCCAe008aHUS,
nasvnamopuo neuenv +3 cm, cenezenka +4 cm u3-nood kpas
pebepHoll dyeu).

B cea3u ¢ mem, umo nayuenmol ¢ masaccemuvecKumu
CUHOpOMamu XapaKkmepusyomcesi 2unepnposugepamuHsim
HOMEHUUAIoM 2eMON0IMUHEcKOoll MKAHU, BblCOKOU cme-
HeHblo  annoceHcubuau3ayuuy  écaedcmeue  OAUmenbHo20
mpauchy3uonHoeo anamuesa, OblI0 NPUHAMO peuleHue
0 nposedenul MUea0adbaamugHO20 pescumMa KOHOUYUOHUPO-
BAHUSL 0151 MUHUMUZAUUYU DUCKA OMMOPICEHUsT MPAHCHAAH -
mama. B uensx obecneueHus ycaoguili 04s MAKCUMAAbHO
ahghekmueHo20 npudicusIeHUs MPAHCNAGHMAMA U CHUJCe-
HUsL pucKa pazeumus e20 KAUHUMECKU 3HA4UMbIX OUCHYHK -
yuii 6 kououyuoHuposarue neped anno-TICK exarouerol
mpeocyavghan 42 e/m?, gayoapabun 150 me/m?, meagpanran
140 me/m?, mumoenobyaun 3 me/xe. llpogurakmuka pear-
yuu «<mpancnaaumam npomug xosauna» (PTIIX) nposoou-
A1ach 6 cocmase pumykcumaoba, abamayenma u UHUOUMOPO8
AHyc-KuHa3. Hcmounukom eemonosamuyeckux cmeon08bix
KAeMOK HNOCAYHCUA HEMAHUNYAUPOBAHHBII KOCMHbII MO032,
codepxcanue ¢ mpancniaumame kaemoxk CD34+ cocmasuno
4,7 % 10¢/Kke, CD3+ — 0,6 x 10°/ke maccot mena peyunuer-
ma. B nepuod konduyuonuposarus, npogooumoeo Ha ¢ghoHe
cmandapmHoli conpogooumensHolli mepanuu, U MUeaouH@y-
3uu y pebeHKa He ObL10 OMMeUeHO Pa38UMUs OCAOICHEHULL.

Boccmanoesnenue eemonosza y pebenka ommeueHo Ha
+17-ii Oewb, no OaHHbIM KOHMPOAS 2eMONOIMUUECKO20
xumepusma Ha +30, +60, +100, +180-i onu nocae arno-
TICK 3aghuxcuposar noanwlii OOHOPCKULL XUMEPUSM.

B pannem nocmmpancnaanmayuoHHomM nepuode Ha
one anaasuu KposemeopeHusi y pebeHKa OmMMeueHo pas3-
eumue adeHO8UPYCHOU UHPEKYUU ¢ MHONCECIBEHHbIMU
A0Kycamu (adeHosupemus, SHMePoKoAUm, PUHODapuHeum,),
8 C6A3U C 4YeM NPOBOOUAUCH 3AMeCMUMmMeNsHas mepanus
BHYMPUBEHHIMU UMMYHORA00YAUHAMU U cheyughuveckas
npomueosupycras mepanus uudogosupom [16] do noaroii
aaumunayuu eupyca. DedpuivHas Hellmponenus U 60cna-
AUMenbHble U3MEeHeHUs NepUaHalbHoll, 1200u4Hol obaacmeil
U npomedcHocmuy Oblau Kynupogansl Ha (oHe KOMNAEKCHOU
AHMUMUKPOOHOU mepanuu U 80CCMAHO0BAEHUsI 2eMON0I3d.
Munumanshsle nposeaenus mokcu1eckoeo eenamuma Obiau
KYNUPOBAHbL C NOMOWbIO 2eNamOnpOMeKmOpHbIX CPeocme
U pedyKyuu 2enamomoKcu4Hslx npenapamog. Adenogupyc-
Has uHgheKkyus A8UNACL MpPUeePOM PA3GUMUS UHMeCmU-
HanvHoll ghopmout ocmpoii PTIIX do I11 cmenenu, umo nompe-
006410 HA3HA4eHUSI OONOAHUMEAbHOU UMMYHOCYNPeCCUBHOU
mepanuu eedoauzymabom [ 17] u b6ydeconudom.

ITlayuenm Ovin Gvinucan u3 omodenenus MpPaAHCHAGH-
mauyuu Kocmuoz2o mozea Ha +47-i denv nocae anno-TICK
8 CMaoduUAbHOM COCMOSHUU 051 AMOYAAMOPHO20 HAOAOeHUS
2eMamon02oM NO MeCHmy JCUMeAbcmed, MmpaHc@hy3uoHHas
3a8UCUMOCMb, UHQEKYUOHHbIe, UMMYHHblE U MOKCUYecKue
0CA0dCHeHUs1 omcymemeosaru. B daavueiluem pebenok
Pe_yAApHO npoxooun nAaH080e NOCMMPAHCHAGHMAYUOHHOE
obcnedosanue. Ilo dannbim HabnoOenus 6 meuenue 12 mec
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nocne anno-TICK y nayuenma ommeuaromes cmabdunbHblil
comamuueckuil cmamyc, y0081emeopumenvas QyHKYus
MPAHCHAGHMAMA, NOAHbIL OOHOPCKUL XUMepPU3M, OmCym-

cmeue  MpaHcy3uOHHOU 3A8UCUMOCIU, UHDEKUUOHHBIX
U UMMYHHbIX OCAONCHEHUIL.

Oo6cyxaeHune

HecraObunbHble  TeMOTJIOOMHOIIATUM  TIPEACTaBIIsI-

0T CO0OI TpyImy peaKkux BPOXKIEHHBIX 3a00JIeBaHUMA,
KOTOPBIE KIMHUYECKH MPOSIBIISTIOTCSI HEUMMYHHOI TeMo-
JIATAYECKOU aHEMMUEW pPa3JIMYHON CTEIIEHU TSKECTU.
B Hacrosiee Bpems ¢ momolipio cekBeHupoBanus JJHK
obHapyxkeHo Oojee 100 HecrabuabHBIX BapuaHToB Hb
[18]. YacToTa BO3HMKHOBEHUS 3TUX PEAKUX PACCTPOIMCTB
OTHOCUTEJbHO HU3Kasl, TI03TOMY COOOIIaeTcsl TOJIbKO 00
OTHIEJBHBIX CyJasx Kaxmoro BapuaHTa. Kak cooOia-
Joch paHee, BriepBbeie Hb Calgary 6611 ortucan Henderson
et al. B 2015 1. y pebenka u3 KaHaasl 1 Ha3BaH 110 MECTY
MEPBUYHOM JIUATHOCTUKM JaHHOW TeMOIJIOOMHOIA-
tuu. Hb Calgary Takxke 3aperucrpupoBaH B 6aze HbVar
(ID 2999) [19]. CornacHO aMepUKaHCKMM pPEKOMEHIa-
UM T10 Kiaccudukauuu BapuantoB [20] myTtanus Hb
Calgary cumMTaeTcsl BBICOKOBEPOSITHO MATOTeHHOM, TakK
Kak Obl1a BBISIBJIEHA de novo y 2 TAIlMeHTOB C aHaJo-
TUYHBIMM KJIMHUYECKUMM TIPOSIBACHUSMU, OTCYTCTBYET
B MOMYJSILIMOHHBIX 0a3ax JaHHBIX, a TakXKe BBI3BIBACT
3HAYUTEbHBIC CTPYKTYPHBIC M3MEHEHUS B TOI 00JacTh
Oenka, TOe paHee yXe ObUIM OITMCaHbl HeCTaOWIbHbIE
BapuaHTbl Hb. ®enorununuecku Hb Calgary nposisisiercs
B BUIIE TSDKEJIOTO AU33PUTPOIIOA33a M BBICOKOU TpaHChy-
3MOHHOI 3aBMCHUMOCTH YX€ C PaHHETro MJIaJIeHYeCKOro
Bo3pacta. HacTonbko paHHee MpPOSBICHUE TIKEIOM
aHEeMUU HEOOBbIYHO ISl MyTalluil B-rJ100MHA, TTOCKOJIbKY
B HEOHaTaJbHOM Tlepuoje ypoBeHb deTanbHoro Hb eme
BbICOK. OmHAKO TMpenrojaraercsi, YTo HeCTaOMJIbHOCTh
Hb Calgary HacToibKo BBIpaxkeHa, 4TO Cepbe3HO Hapy-
11aeT MPOAYKIIMIO SPUTPOLIUTOB, JaXKe eCIM MyTaHTHas
¢dopMa cocTaBisgeT MeHee TTOJI0BUHbBI 0011Iero Hb.

Kak m mpu npyrux runepHecTaOWIbHBIX BapuaHTax
Hb, anomaneusiii Hb mpu mytauuu Hb Calgary He BbISB-
JIgeTCsT TIpU 3seKTpodopese [6] M He CONpOBOXIACTCS
3HAYUTEIbHBIM MoBbIIeHueM HbA2 [7-9, 11], yTo nena-
eT 00s3aTeIbHBIM IIPOBEICHUE CEKBEHHMPOBAaHUs TeHa
B-r00MHa 11 TOCTAaHOBKY JUArHO3a.

BoMBIIMHCTBO TeTepO3UTOTHBIX MUCCEHC-MyTalluit
B -1sI0OMHE, BbI3bIBAIOIIUX HecTabuibHble (popMbl Hb,
HaXOoIsITCSI B 3K30HE 3, KOTOPBIM KOAUPYIOTCS KPUTHUUC-
CKM BaXHbIC YYaCTKH B3aUMOIEHCTBUs o f3 -TMMEPOB,
HeoOXxoauMBbIe IS TipaBIbHOM coopku Hb [21, 22]. Tem
He MeHee MyTallMi B 3K30Hax | 1 2 TakKe MOTYT IIPUBO-
IUTHh K 3HAYMTEIbHBIM CTPYKTYPHBIM HapyIICHUSIM OeI-
KoBoit uenu [4, 7, 10, 11].

Mytamus Hb Calgary (HBB: ¢.194G>T) nHaxomutcs
B BK30He 2 reHa Hb v mpUBOIMUT K 3aMeHe TNIMLIMHA Ha
BJINH B KOJOHEe 64. DTOT y4yacTOK pAacIOJIOKEH BHY-
Tpu E-cniupanu B coOpanHoii Mmozekyiae Hb, psmom
C AUCTaNbHBIM TUCTUAUHOM. E- 1 B-criupanu Hb mot-
HO yMakKoBaHbI, YTO OOECIIEUMBACTCSI MaJIbIM pa3MepoOM
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OOKOBBIX IIeTieli BBICOKOKOHCEPBATHUBHBIX OCTAaTKOB
rinuHa B nojoxenusix Gly24 (B6) u Gly64 (ES8) [23].
3aMeHa MIMLIKMHA Ha 0oyiee OOBEMHBIN BaJMH B 3THUX
MO3UIUSIX YBEJIUYMBACT PACCTOSHUE MEXIY CITMPAISIMU,
Hapyiias opueHTtauuioo His63 OTHOCUTENBHO rema, 4To
JeaaeT MOJIEKYJTy HeCTaOMIbHOI 1 U3MEHSIET €€ CPOJICTBO
K Kucjopony. B MmexmyHapoaHoii 1uTepaType paHee Omu-
caHo Bcero 3 cirydyasi 3TOro BaprMaHTa HectabuyibHoro Hb,
y BCeX MallMeHTOB OTMeYaiach BhICOKas TpaHC(hy3MOHHAasI
3aBUCUMOCTD [12—14]. B COOTBETCTBMM C HAILIUM KJIMHU-
YeCKHM HaOII0ACHUEM 1 JaHHBIMU JIUTePaTyPhl, MyTaIlUsI
Hb Calgary siBnsieTcs cnoHTaHHO¥ (de novo). Kpome Toro,
OIMCaHHBIC Cay4yayd 3a00JeBaHUS OTMEUYEHBI Y Pa3HBIX
9THUYECKUX TPYMII, YTO CBUIACTEIBCTBYET 00 OTCYTCTBUM
reorpauyecKoil MM PacoBOIl IMPeapacoIoXKeHHOCTH
K JaHHOM MyTallUU.

VY Halrero manyeHTa BbISIBICH KpaiiHe HECTaOMIbHBIM
¢enorun Hb, mpu sTom natonorndeckue ppakuuu Hb He
orpeaessuIuch pu ayiekrpodopese. [loaTomy ni1s TOUHOI
MUaTHOCTUKM IIOTPEOOBANIOCh CEKBEHUMPOBAaHUE TI'€HOB
robuHa. [To maHHBIM JTUTEpaTyphl, TUTIEPHECTAOMIIbHBIE
BapuaHThl Hb BBI3BIBAIOT KIMHUYECKUE TIPOSIBICHUS,
cxoxue ¢ 6oblioit hopmoii B-tanaccemun. B npencras-
JICHHOM HaMH CJIydae TakKe OTMEYaJIoCh pa3BUTHE TTy00-
KOIf aHEMMU B MJIaIECHYECKOM BO3pacTe, oTpeOoBaBIlee
YaCThIX 3aMECTUTEJIbHBIX TeMOTpaHChY3Uil U Tepamuu
xeynaropamMu xejesa. CiaemayeT OTMETUTh OTpUIIATeIbHbIE
CTOPOHBI CUMITOMATUYECKONW TreMOTpaHC(hy3MOHHOM
Teparnuu. Bo-mepBbIx, MHOTOKpaTHBIE IEPEIUBAHUS IPU-
TPOILIMTOB MOBBIIIAIOT PUCK (DOPMUPOBAHUS AJUIOAHTHU-
TeJI, YTO OrPaHUIMBAET BO3MOKHOCTD ITO00PA COBMECTH -
MBIX JTOHOPOB U YBEJUYHUBACT BEPOSITHOCTD OCIOKHEHMUIA.
Bo-BTOpBIX, mporpeccupymoliee HaKOIUICHHE Xeje3a
MPUBOIUT K CUIEPO3Y OpraHOB-MMIIIEHEeH (TIe4eHb, MUO-
Kap[, oKeNyIouHas xKeje3a u rurodus). B pesynabraTte
MalMeHTHI, TTOTyYarolre JIUTEIbHYIO TpaHC(hY3MOHHYIO
MOAIEePKKY, CKIOHHBI K Pa3BUTHIO OPraHHOM NTUCHYHK-
LMY, TSKECTh KOTOPOIl HapacTaeT ¢ Bo3pacToM. Jlomoi-
HUTEIBHO CJIEAYeT YYUTHIBATh BBICOKYIO 9KOHOMUUYECKYIO
HarpysKy, CBSI3aHHYIO C ITOXXU3HEHHBIMM TeMOTpaHChy-
3USIMU U XEJAaTOPHOM Tepamuen, a TakXke 3HAYUTEJIbHOE
MOTpedJIeHNe PEeCypCOB 3MpaBOOXpPaHEHUsI, YTO IOdYEp-
KMBaeT HEOOXOAWMOCTh MCIIOJIb30BaHUS PaaUKaJIbHOTO
MeTona JiedeHus1. HecMoTpsl Ha TO, YTO CILIEHIKTOMUS
MOXET He3HAUMTEJIbHO YIYUIIUTh COCTOSIHUE MallieHTOB
C HEeCTaOUJIbHBIMU TeMOIIOOMHOIATUSIMU, OHA HE SIBJISI-
eTcs JIeueOHOI OMuKeil 1 MOXET MOBBICUTh PUCK MH(PEK-
LIMOHHBIX U TPOMOOTUYECKMX OCJIOXKHEHU [24].

B nacrosmee Bpems amto-TI'CK moxeT paccMmaTpu-
BaThCs KaK €IMHCTBEHHBIN TOCTYIMHBIN METO paarKaib-
HOTO JIeYCHUS TeMOTIOOMHOIIATHI, B TOM YHMCJIe U HecTa-
OMIbHBIX. BBUIY penKOCTU 3TOI HO30JOIMU MPU OIIEHKE
3 GEeKTUBHOCTY JaHHOTO METOAAa Mbl MOXKEM ITOJIaraThCst
Ha onblT npuMmeHeHus1 amno-TICK mpu Ttamaccemu-
ax. Tak, pesyabratel TI'CK ot HLA-coBMecTUMBIX
PONCTBEHHBIX TOHOPOB 3HAUMTENBHO VYAYYIIWINCH 3a
MOCIEeAHUE NeCITUACTUSI OJaromapsl COBEPIIECHCTBOBA-
HUIO TIPOTOKOJIOB, OOecIieurBasi OOIIYI0 BBIKMBAEMOCTh

Knuunyeckue Habnwopenus // Clinical cases




Knuunyeckue Habnwopenus // Clinical cases

~
N

m POCCUIACKNIA XXYPHAT

POAOr [ETCKOM FTEMATONOIWN w OHKOMOT W // Russian Journal of Pediatric Hematology and Oncology

6ornee 90 % mnpu OGonblioit dopme B-tamaccemun [25].
B perpocrekTHBHOM UCCIAEAOBAaHMM C  yJacTHUEM
137 mauueHTOB ¢ OoJjblIOl ¢opmoii B-TanacceMuu,
nepeHecux awto-TI'CK, 39-n1etHss oOiast BDKUBae-
MocTb pocTturia 81,4 %, 4To TOBOPUT O BO3MOKHOCTH UX
MMOJIHOTO u3JyieueHus [26]. st mauneHToB, He NMEIOLINX
HLA-coBMeCTMMBIX POACTBEHHBIX MJIM HEPOICTBEHHBIX
JIOHOPOB, BCE Yallle pacCMaTPUBAIOTCS rarjIONACHTUYHbBIC
JIOHOPHI (B MeAUATPUIECCKON MPAKTHUKE Yallle BCETO OIUH
n3 ponuteneit) [27]. OgHako n3-3a KpaliHe HU3KOi pac-
MMPOCTPAHEHHOCTU HECTAOMJIBHBIX TeMOTJIOOMHOIATHIA
HE CYILIECTBYET €AMHBIX PEKOMEHIALNIA 10 X JICYCHUIO.
B HacTos111e BpeMsi, Mo JaHHBIM MEXKIYHapOIHOM JTUTe-
patypsl, yereniHbie caydan auto-TICK nmpu HecTabuib-
HbIX BapuaHTax Hb kpaiine penku [28—34]. DTu ciayyan
MpeaCTaBICHBI B TAOIUIIE.

PexM KOHIMIIMOHUPOBAHUS TaKXe WUIrpaeT KIo-
yeBylo poJib B ycriexe amuio-TI'CK. MuenoabnaTuBHbIe
PEXMMBL C YCWJICHHONM HMMMYHOCYIIPECCUEN U IIpU-
MEHEHMEM cTpateruii T-KJIeTOUHON Jeruieluu — Kak
ex vivo (CD3"/CDI19"- unu TCRaf*/CDI19"-nemnne-
1UsI), TaK U in vivo (IOCTTPaHCIJIaHTAlIMOHHOE BBEICHME
HukIogochamMuaa I UCITOJIb30BaHUE KJIETOK, MOOMIIM -
30BaHHBIX TPAHYJIOLMTaAPHBIM KOJJOHUECTUMYJIUPYIOIITAM
($akToOpoM B COYETAHMU C AHTUTUMOLIMTAPHBIM TJI00Y-
JIMHOM) — 3HAUMUTEJbHO YIYUIIMJIM Pe3yJbTaThl aJljio-
TI'CK, B TOM 4ucie U OT TaljJoOMISHTUYHBIX JOHOPOB
[28—34]. ¥V Hamero mauueHTa TakxKe ObLI MCIOIb30BaH
MUeI0a0JaTUBHBIA PEXXUM, BKIIIOUYAIOIINI TpeocyabgaH,
daynapabuH, MendanaH, TUMOTJIOOYIMH. Y peOeHKa
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B TeueHue 12 mec nocie amuto-TI'CK ot HLA-uaeHTHY-
HOI CECTpbl COXpAHSIETCS IIOJIHBIM HOHOPCKMM XUME-
pU3M, HeT TpaHCY3MOHHOU 3aBUCUMOCTHU, MPU3HAKOB
VHQEKIMOHHBIX 1 UMMYHHBIX OCJIOXKHEHUIA.

BoiBox

Brepsoie onucanHblii B Poccuiickoit ®Denepannu
cayJai TMarTHOCTUKY U JICUeHHUsI HECTaOMIbHOI TeMOTJIO-
ounomaTtun Calgary y 3STHUYECKM PyCCKOTO pebeHKa po-
TeKaJl ¢ TSKEJIOM TpaHC(y3MOHHO-3aBUCUMOIT aHeMUe,
CXOXEU ¢ TOMMHAHTHOM TaJacCceMUel, XapaKTepu30BaJI-
Csl paHHUM J1e0I0TOM 3a00JIeBaHMSI, OTCYTCTBUEM PE3YJIb-
TaTOB OT TIPOBEACHUS PYTUHHOIO JIMArHOCTUYECKOTO
MOMCKa, B TOM YHCJIEe BKJIIOYABIIIETO UCCICIOBaHUE TIeTeit
robuHa metogoM BOXKX, tenpua IeitHia B nmepudepu-
YeCKOI KPOBU TaKxKe He ompenesuiuch. [Ipu odbcnenona-
HUU WIEHOB CEMbM JaHHOI MYTallMH BBISBICHO HE OBLIO,
YTO TIO3BOJISICT OXapaKTepU30BaTh €€ KaK BO3HUKIIYIO
de novo. TlpuMeHeHUE COBPEMEHHBIX MOJIEKYISIPHO-
reHeTUYECKUX METONOB UCCIIeIoBaHu, a UMeHHO — NGS
JAHK c¢ ucronb3oBaHneM KacToOMHOI maHenu «lemo-
JIUTUYECKUE aHEeMUM, BPUTPOLIUTO3BI U TIeMOXpPOMaTo-
3bl», TMO3BOJIMJIO 3aBEPIIUTh ITMATHOCTUYECKUII TOMCK.
B nanbHeiiliemM peOeHKy OblTa BBINIOJHEHA YCIIeIIHAs
auno-TI'CK ot ponctBenHoro HLA 10/10-coBMecTUMOro
noHopa (cectpsl). Ha ocHOBaHUM MpeACTaBASHHOTO KM~
HUYECKOTO Cydasl MOXHO yTBepxkaaTh, 4To aymo-TICK
JOJDKHA pacCMaTpUBAaThCS KaK IMOTEHIIMAIbHO M3JIeYrBa-
IOIIMI METOM JICUCHUST Y MAlMeHTOB ¢ TpaHC(hY3MOHHO-
3aBUCUMOI1 (DOPMOIi HECTAOMIIBHBIX FeMOTJIOOMHOMATUI.
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