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TEPANUA PAANOAKTUBHbIM NOAOM TUPEOTOKCUKO3A Y MALIMEHTKN

C CONYTCTBYIOLWEN FTEMOIIOBUHOMNATUENA C HOCUTENIbCTBOM
HECTABWJIbHOIO rEMOITO6MHA HASHARON
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B maHHOI paboTe onmcaH KNUHUYECKMI CrlyYall leyeHns NauMeHTKN C TMPEOTOKCMKO30M MpuW COMYTCTBYIOLLEN reMaTosno-
rMyeckomn NaTonorumn B Buae HOCMTENbCTBa HecTabunbHoro remornobrHa Hasharon. MayunenTka ¢ gnarHosom «AnddysHo-
Y3/10BOW TOKCMYeCKniA 306. TMpeOoTOKCMKO3 cpefiHelt cTeneHn TaxecTn. MeKkaMeHTO3HbIN r’MnoTupeo3» NoCcTynuna B oT-
JeneHve pafuoHYKINAHON Tepanuu C LUenbio NpoBefeHnA NeYeHnsa paguoakTiBHbIM iogom. [lebtot 3abonesaHma — neto
2018 r. (TupeoTponHbifi ropmoH (TTI) — 0 MME/mn). Ha anarHocTryeckom sTane nepef nposefeHneM paguonoaTepanmm
(PVT) BbimonHeHbl Y3 1 cumHTUrpadua WwuUToBMaHOM *enesbl. /13 aHamHesa 13BecTHo, uto B 2000 T. y NauneHTKn 6bino
nofo3peHne Ha Hannuye aHOManbHOro reMorfiobuHa, € Tex Nop 06cefoBaHMIA He MPOBOAWUNOCH Y aHEMUW HUKOTAA He Bbl-
asnsanoch. Mpu nogrotoske k PUT 6bin BepndnLMPOBaH AnarHos HacneacTBEHHON reMorno6yHonaTiy ¢ Haauurem (17%)
HecTabunbHoro remorno6uHa Hasharon-Sinai-Sealy B reteposurotHon dopme. 02.07.2019 nposefeHa pagnoHyKNngHas Te-
panua I'*" aktmeHocTblo 400 MBK. B nocTTepaneBTMYecKOM Neproge NPOBOANIN eXXEMECAYHDBIN KOHTPOSb SlabopaTopHbIX
W IHCTPYMEHTasbHbIX NoKa3aTenei: COCTOsHMe rnoTupeosa JOCTUTHYTO K KOHLY 2 Mecaua nocne PYT, 3a nepuop Habnioae-
HMA He OblI0 OTMEUYEHO 3MMN300B 3HAUMTENBHOMO NOBbILLEHUA YPOBHA OUNMPYOMHa; No6oUHbIX 3P deKTOoB OT NpoBeeH A
PUT He 3admkcmpoBaHo. Ha nprimepe BblleonMCaHHOTO HabnioAeHNsa MOXHO CyanTb 0 6e3onacHoCTV nposeaeHns PAT
TUPEOTOKCUKO3a Y MAaLMEHTOB CO CXOXKMMM reMOrnobuHONaTNAMY, He UCKIoYas, OIHaKo, He06XOAMMOCTU UHAMBUAYANbHO-
ro NoAxofa B KaX4OM KOHKPEeTHOM ciyyae.

KJTKOYEBbIE CJTOBA: mupeomokcukos, paduotiodomepanus, 2emoziobuHonamus Hasharon, knuHudeckuli cayqadi, cuuHmuzpagus.

RADIOIODINE THERAPY OUTCOME IN TOXIC MULTINODULAR GOITER PATIENT
WITH CONCOMITANT HEREDITARY HASHARON HEMOGLOBINOPATHY
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This research describes a clinical case of treatment of a patient with thyrotoxicosis with concomitant hematological pa-
thology - carriage of unstable hemoglobin Hasharon. A patient diagnosed with «Diffuse toxic nodular goiter. Thyrotox-
icosis of medium severity. Drug-induced hypothyroidism» was admitted to the Department of radionuclide therapy for
the purpose of treatment with radioactive iodine. Onset of disease - summer 2018 (thyroid-stimulating hormone (TSH) -
0 mlU/ml). The instrumental studies (ultrasound, scintillation scanning of the thyroid gland) were performed at the pre-
radioiodine therapy (RIT) diagnostic stage. The history of the disease indicates, that in 2000 the patient was suspected of
having abnormal hemoglobin, since then no examinations have been conducted and anemia has never been detected.
The diagnosis of ancestral hemoglobinopathy with the presence (17%) of unstable Hasharon-Sinai-Sealy hemoglobin in
a heterozygous form was verified during the preparation to RIT. The radionuclide therapy I'3' with activity of 400 MBq
was performed on 02.07.2019. The monthly monitoring of laboratory and instrumental indicants was carried out during
the post-therapeutic period: the state of hypothyroidism was reached by the end of 2 months after RT, no episodes of
significant increase in bilirubin levels were observed during the observation period; no side effects from RT were stated.
It becomes possible based on the example of the above observation, to judge the safety of conducting RT for treat-
ment of thyrotoxicosis in patients with similar hemoglobinopathy, without excluding, however, the need for an individual
approach in each case.

KEYWORDS: thyrotoxicosis, radioiodine therapy, hemoglobinopathy Hasharon, unstable hemoglobin, scintigraphy.

Copyright © 2020 Endocrinology Research Centre. All rights reserved. Received: 28.05.2020. Accepted: 30.06.2020.

Mpo6nembl sHAOKPUHONOTMK 2020;66(3):27-32 doi: https://doi.org/10.14341/probl12459 Problems of Endocrinology. 2020;66(3):27-32



https://crossmark.crossref.org/dialog/?doi=10.14341/probl12459&domain=PDF&date_stamp=2020-09-16

28 | MNpob6nembl s3HAOKPMHONOrMM / Problems of Endocrinology

AKTYAJIbHOCTb

[MnepTnpeo3 - 3TO MaTONOrMYyecKoe COCTOAHME, Mpu
KOTOpOM LmTOoBMAHOM *ene3on (LX) cuHTesnpyetca n ce-
KpeTupyeTcs M30bITOYHOE KONMMYECTBO rOpMOHOB. CTolkoe
MOBbILIEHHOE COAep)KaHMe CBOOOAHOrO TUPOKCUHA (cBT4)
n/vinn cBo6OAHOro TPUINOATUPOHUHA (CBT3) M UX TOKCUYe-
CKOe BO3JeNCTBME Ha Pas3fiyHble OpraHbl U TKaHW NPUBOAAT
K pa3BUTUIO CMHOPOMA TUPEOTOKCMKO3a. [pr nabopatopHOM
UCCNefoBaHNM JaHHOTO COCTOSIHNA HabMoaalT HU3KYIO KOH-
ueHTpauwuio TTT (<0,1 ME/n) n noBbilLeHHOE COAEPKaHMe B Cbl-
BOpPOTKe CBT4 1 cBT3, UTO PacLEHMBAIOT KaK «<MaHbECTHbI»
TVPEOTOKCMKO3; TaKXKe CTOUT OTMETUTb BO3MOXKHOCTb «CyO-
KIMHWYECKOro» TUPEOTOKCUKO3a, NMPU KOTOPOM CHIUXKEHUE
ypoBHA TTI He conpoBoXAaeTcA OQHOBPEMEHHbIM MOBbILLe-
HMeM KOHLeHTPaLMM TUPEOVAHbIX FOPMOHOB B KpoBu [1, 2].

PacnpocTpaHeHHOCTb rMNepTNpPeO03a Y XKeHLWUH COCTaB-
naet ot 0,5 0o 2%, uto nprmepHo B 10 pas yalle, YeM y Myx-
unH [3]. B pernoHax c HopmasibHbIM NOAHBIM ObecneyeHun-
€M Hambornee 4acTon NPUUYNHOWN TMPEOTOKCMKO3a ABNSAETCA
andoy3HbIN TOKCUMYECKMI 306, Torga Kak B nogopedpuunt-
HbIX PermoHax B 3TMONOIMMYECKON CTPYKType TOKCUYECKOro
306a 6onesHb penBca KOHKYypUpyeT ¢ ¢GYHKLMOHaNbHOM
aBTOHOMUMen LXK [4].

TaxecTb 3aboneBaHWs onpepenseTca ero oOLWMpPHOWN
KNMHMYECKOW KapTUHOM: NMOBbILIEHHAs BO30YAMMOCTb, SMO-
LMoHanbHasA NabunbHOCTb, 6eCNOKONCTBO, HapyLUEHUE CHA,
HapylleHne KOHLEHTpauuy BHMMaHUs, c1abocTb, MOTIW-
BOCTb, cepaLebueHue, ymeHblUeHEe MacChbl TeNa; Hambonee
rPO3HbIMU ABNAIOTCA CEPAEYHO-COCYAUCTbIE OCNIOXKHEHUS,
B 0COHBEHHOCTM Y L, MOXKUSIOro Bo3pacTa [5, 6].

KoHcepBaTMBHOE fleyeHne NPUHATO cYMTaTb NepBON Nu-
HUen Tepanny TMPEOTOKCMKO3a, NpenapaTbl Bbibopa OTHO-
CATCA K rpynne TmpeoctaTnkos. OQHaKo, yuYMTbiBas BO3MOX-
Hble NMoboyHble 3pdeKTbl AINTENBHON TUPEOCTAaTUYECKON
Tepanuu, COXHOCTb KOHTPOMSA U PUCK peunansa 3abone-
BaHMA MoOC/ie OTMEHbl TMpPeoCTaTunKa, pocturaowmn 70%
1 6onee, BCce 6oMbluee KOMMYECTBO CMELMANNCTOB OTAAOT
npegnoyTeHne pagnkaibHbIM MeToaMm JieueHns 3abonesa-
HUA — XUPYPrumn 1 Tepannn pagruoakTUBHbIM nogom [2, 7].

3bbeKTUBHOCTbL XMPYPrUYECKOro ieYeHusi He Bbi3blBAeT
COMHEHMWI, HO OMepaTMBHOE BMeELLATEeNIbCTBO COMPSXKEHO
C PUCKOM MOBPEXKAEHWA BO3BPATHOIO FOPTaHHOrO HepBa
BO BpeMsA onepauuu, pasButTuemM nocsieonepaumoHHoro rv-
nonapatmpeosa. [1py 3ToM ncxoa onepayum BO MHOIOM 3a-
BMCUT OT KBanudrkaumm xmpypra.

Jpyrim paavkanbHbIM METOAOM leueHns ssnsetca PIAT.
MexaHnam PAT ocHoBaH Ha M36MpaTeNbHOM HaKOMAeHUM
110 65% Bcero BBeAeHHOro paguodapmnpenapata (POM), me-
YeHHOTO pafnoakTVBHbIM 131-i0goM, obnagatollero onTu-
MaJibHbIMY XapaKTepuUCTUKamMu: Nepuog nonypacnaga 8 gHew,
ramma-crnekTp NOoAXOAuUT AnA perncTpaumum cuctemamm ogHo-
(OTOHHAA SMUCCUOHHAA KOMIMbloTEPHas Tomorpadus, aelue-
BU3Ha Npou3BoAcTBa. Mopagka 92-98% 3Heprum 6eTa-yacTuy
nornowaetca B Tupeountax LMK, 2-8% pacnpepenaiotca
B npegenax 1-2 MM oKpy»KatoLlern TKaHW, 4To, B CBOKO ouepefpb,
OrpaHNuYMBaEeT BO3AENCTBME pagMoTpencepa Ha Gnusnexa-
LWue opraHbl. [poncxoanT HapyLUeHre BOCMHTE3a FOPMOHOB
LXK, HeKpo3 $honnmKynoB u KPOBEHOCHBIX COCYLOB.

OMMMPUYECKNIA OMbIT, HAKOMEHHbIA B pe3ynbTate npu-
meHeHusa PUT B pasHbix BO3PacCTHbIX Fpynnax B TeueHue
80 neT, cBMAETENbCTBYET B NM0JIb3Y 3GHEKTUBHOCTU JAHHOTO
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BMAA NEYEHNA, B TOM UYMCIIe MPU NIEYEHUN TUNepTUpeosa.
B 6onbwurHCTBE CnyyaeB AOCTUYb CTOMKOFO FMMAOTUPEO3a
ydaeTcAa B TeyeHne 6-12 mecAueB nocse nevyeHusa pagmo-
aKTMBHbIM 1ogom [8-10]. MNpenmyLiecTtBamu PUT siBnsitoTCs
MVHVMAJbHbIE OrPaHUYeHNs MEeTofa AaXke MpU Hanuuum
COMyTCTBYIOLWMUX 33a00NIEBAaHUN 1 BO3MOMXHOCTb HEOLHO-
KpaTHOro nposedeHus. TakXKe OTAENbHO CTOUT OTMETUTb
6€30MacHOCTb Tepannn PagnoakTUBHLIM NOAOM: COrflacHO
MHOFOUYUCTIEHHBIM JAaHHbIM IUTEPATYPbI C ONVCaHNEM OTAa-
NEHHbIX NOCNeACTBUN JleUeHUs, HET Heob6XoaUMOCTM ona-
caTbcs paguoreHHbix adpdpekTtos PAT [11, 12].

HacnepctBeHHble aHOManum MoneKysbl remorio6uHa (06-
YC/IOB/IEHHbIE 3aMEHOW OAHOWN WU HECKOJSIbKMX aMUHOKUC-
NoT B Lenu rnobuHa N1Mbo OTCYTCTBUEM yYacTKa Lenv uim ee
YAJIMHEHEM) BXOAAT B UAC/IO Hamboree pacnpoCTpaHEHHbIX
KJIIVHUYECKN 3HAUMMbIX FeHETUYECKM 00YCIIOBNIEHHbBIX COCTO-
AHun [13]. Mpwr a3Tom, No gaHHbIM BO3, npumepHo 7% Hacene-
HVA 3eMnn ABASIOTCA HOCUTENAMU UMEIOLNX KIMHNYECKYHO
3HAUMMOCTb AHOMAJIbHbIX BapPWAHTOB remMorioouHos [14].
Bcero u3BectHo okono 1000 BapuaHTOB 4esloBEeYeCKOro
remorno6buHa [15, 16], n eXXerogHo 3ToT CMUCOK TOJNbKO pac-
wupsaetca. B Poccun B €BA3M € MUrpaumnent HaceneHns Takxke
HabnogaeTca TeHAEHUMA K YBENMYEHMIO Yncia remornobu-
HOMaTWii, HO B OCHOBHOM KOJNMYECTBEHHbIX (Tanaccemmm)
1 B MeHbLLEN CTeneHn KauecTBeHHbIX (AHOMasbHble remMormo-
6GUHbI), MOCKOMbKY Mpue3s rpynn HaceNneHus 13 PernoHoB,
rae pacnpocTpaHeHa CeproBUAHOKNETOUYHAs aHEMMS, HE3Ha-
ynTeneH, a n3 ctpaH 6biBlero CCCP, sHaeMUYHbIX Mo Tanacce-
MWK, HAOOOPOT, 3HauuTeneH [17].

CywecTByeT HeCKONbKO Knaccmomkaumin remornobrHo-
natun. B Poccunckon Qepepaumn TPaguUMOHHO LUNPOKO
ucnonb3yeTca Knaccmoukauus, paspaboraHHas J1.U. Ugenob-
coHom. CornacHo 3Ton Knaccupukaumm, Bce reMornobmnHo-
naTum genaTcs:

1. Ha aHemwuW, CBAI3aHHbIe C HapYLUEHVEM CUHTEe3a Lenen
rnobwuHa (B 3Ty rpynny BxogsT -, f6-, a- u Lepore-tanac-
cemunn);

2. aHemMuu, CBA3aHHble C HapylleHWeM CTPYKTYypbl Lenen
rnobuHa (B 3Ty rpynny BXOAAT aHEMMM, 0OYCIOBNIEHHbIE
HOCUTENbCTBOM reMorfiobnHOB):

a) VI3MEeHAIOWNX CTPYKTYPY B YCNOBUAX runokcun (S);

6) cTtabunbHbiXx aHoManbHbiX remornobuHos (C, D, E

N Qpyrux);

B) HecTabuibHbIX aHOManbHbIX remornobuHos (Koln,
Savannah, Southhampton-Casper, Takoma, Belfast,
Mocksa, Hasharon-Sinai-Sealy, Bonra u pgpyrux —
BCEro 1x n3BecTtHo 6onee 50).

BONbIIMHCTBO BapuaHTOB reMornobMHOB HUKaK cebs

He MpPOABNAIT HU KIWHUYECKW, HW reMaToNiormyeckuy,

B TO BPEMSs KaK HEKOTOopble 13 HUX, Hanpumep Hb S, Bbi3bi-

BAlOT reMONIMTUYECKYIO aHEMUIO WM LMAHO3, Kak B ClyJae

¢ Hb Kansas. jpyrve asnawTtca HecTabunbHbIMK remorio-

6uHaMK, a Hannume Hb M MoXeT NpUBOAUTb K METFEMOTTIO-
6uHemun, 1, HakoHeu, npucytctere Hb Ypsilanti, Hb Malmo
6rnarogaps MOBbILEHHOMY CPOACTBY K KWCIIOpPOAY Cro-
cobctyeT passutuio nonvuutemmu [18]. Takum obpaszom,

KIIMHWYECKNe NPOABAEHUs MpU reMornobuHonaTnax, oby-

CNOBMEHHbIX HECTAOMNbHbIMK FeMOTrIOOUHAMK, aMUHOKNC-

NOTHblE 3aMeLLeHUsI B KOTOPbIX BbI3bIBAIOT HEYCTONYMBOCTb

UX MOJIEKYSIbl K HarpeBaHuto, BO3AENCTBUIO OKUCIUTENEN

U Opyrux noBpexpatowumx ¢akTopos, BapbMpyloT B WKPO-

KUX npepenax, BKnovyasa 6eCCUMMNTOMHOE HOCUTENbCTBO.
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YTO KacaeTca OnNvCaHHOM B CEMbAX eBpeeB-allKeHasun
CHavana B M3pawune, a nosxe B CLUA [19] remornobuHona-
TN C Hannumem HectabunbHoro remornobmHa Hasharon,
rae rucTUAMH 3aMeHEeH Ha acrnaparvHOBYIO KUCJIOTY B MO-
3uuum a47 [20], To Npy 3TOM OTHOCUTENIbHO HETAXKEIOM
BMAE AaHOMANIbHOCTU remMornobrHa aHeMus MOXeT OTCYT-
CTBOBAaTb UIN UMETb «MATKOE» TeUeHMe C TaK Ha3blBaeMbIiM
OKKYJIbTHbIM M KOMMEHCUPOBAHHBIM remonn3om. B npo-
LleHTHOM OTHOLeHuN y retepo3urot Hb Hasharon cocras-
naet 16-19%, 4yto 06bACHAETCA ero He6OoNbLLNM CUHTE30M,
N B KOHEYHOM UTOTe «3aLMLLIAEeT» reTePO3UTrOTHbIX HOCKTE-
nei JaHHOro aHOMAJIbHOro remorno6rHa OT KIUHUYECKN
3HAUYMMOWN remonuTnyeckon aHemum [21]. Tem He MeHee
npu nNpucoeauHeHUn WHGEKUUM, MOBLIWEHMM Temnepa-
Typbl TeNa, NpuemMe oKCUAaHToOB y addeKTHbIX L MOXeT
BO3HUKHYTb KITMHUKO-FeMaTosIornyeckas KapTrHa remosnu-
TUYECKON aHEMUN.

O TOM, KaknMn MOTYT GbITb NMPOABIEHUS NPY NpoBeje-
Hun PUT y HocuTeneit HectabunbHoro Hb Hasharon, o cux
nop HeT HY ofgHoW Ny6AMKauum HU B Poccum, HY 3a pybeXkom.

KNUHUYECKUIA CNYYAN

MaymeHTKa X., 53 roga (1966 r.), noctynuna B otaeneHne
papgnoHyknugHon tepanuu OIBY «HMWL sHpokpuHono-
run» 01.07.2019 c agnarHosom ««uddysHo-y3noson Tokcu-
yecknii 306 (V — 8,6 mn). TNpPEOTOKCMKO3 CpefHe CTeneHu
TAXeCcTN. MeAuKameHTO3HbIN rTMNOTMPEO3» C Liefiblo NpoBe-
[eHUA neyeHna paarnoakTNBHbIM NOAOM.

»Kano6bl npy noctynneHnn HecneundryHbl: 0bLas cna-
60CTb, HbICTPas yToMNAEMOCTb.

M3 aHaMHe3a 13BeCTHO, YTO TMPEOTOKCMKO3 ANArHOCTu-
poBaH B uione 2018 r., cpa3y MHNUMMPOBaHa MednKaMeH-
TO3HaA TepanuA npenapatom Tnposon B 4o3uposke 20 Mr.
Co cnoB nauuveHTKW, Ha GOHe OAHOKPATHOW MOMbITKA OT-
MeHbl OTMEYasICA peunanB TUPEeOoTOKCMKO3a. [MaumeHTKon
TakXe NpeaocTaB/ieHa JOKYMEHTaUmaA C pe3ynbTaTaMmu nNpo-
BeLEHHbIX 1abopaTOPHbIX Y UHCTPYMEHTaJNIbHbIX McCefo-
BaHWN.

Mo paHHbIM cumHTUrpadumm LXK ¢ 99mTc-neprexHeTa-
TOoM 0OT 06.03.2019 oTmeuaetca anddysHo-HeogHopoaHoe
HakonneHue POl B npaBon gone, ¢ 30HaMM MNOBbILLEHHOIO
HakonneHua POIT B HUXKHeN NONOBMHE pa3mepamm 4o 7 MM
B AWAMETpe, MoBbllleHne obliero nHaekca 3axesarta POI
(2,7%).

Mo paHHbIM ynbTpa3BykoBoro wuccnepgoBaHva LK
ot 20.03.2019: npaBaa gona 4,3x1,5x1,5 c¢m, neBaa ponsA
13,9x1,4x1,4 cm, nepeweek 0,3 cm, o6WMIN 06bem — 8,6 M.
B cpenHein TpeTy npaBoli fonu onpegensercs obpasoBaHye
CpefHein 3XOreHHOCTU, HEOAHOPOOHOWN CTPYKTYPbI, C YETKM-
MU KOHTypamu, pasmepamm 0,8x0,6x0,6 cm. MNMpwn uBeToBOM
OOMMIepPOBCKOM KapTMPOBaHUM BacKynApusaumsa HesHa-
UnTeNIbHO YycunieHa. PervoHanbHble numdatuyeckre ysnbl
He M3MeHeHbl. 3aKnioyeHne: NpPr3HaKkM NPaBOCTOPOHHENO
y3nosoro 306a (TIRADS 2) Ha ¢poHe ayTOMMMYHHOro nopa-
XKeHuA TKaHum LK.

Pe3ynbTatbl nabopatopHoit anarHocTrky ot 03.06.2019
Ha ¢oHe NMpoBOAVMON TMpeocTaTuyeckon Tepanuu: TTI —
5,57 mME/n (0,35-5,5), T4ce — 11,42 nmonb/n (10,5-23,2),
T3cB. - 3,32 nmonb/n (3,5-6,5), AT kK T - 20,0 ME/mn, AT
KTMNO - 12,6 ME/mn, AT K pTTl - 1,41 ME/n (0-1,75). Tupo3on
6bln1 0TMeHeH 22.06.2019 B CBA3M C NPeACTOALMM NleYeHNEM
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PaAVoaKTUBHBIM 10AO0M, MOBTOPHbIE NabopaTopHble nccne-
[OBaHVA HermocpecTBeHHo nepen PAT He nposoannmce.

Mepen nNpuHATMEM peleHUa O BO3MOXHOCTU MpoBe-
[JeHuNs Tepannn PaanoaKTVBHBIM NOAOM MauMeHTKa Obina
HanpasfieHa Ha KOHCynbTaumio Kk rematonory ®IBY «<HMULI
SHAoKpuHonorun» MwuH3gpasa Poccun ana onpepeneHua
BO3MOHbIX MPOTUBOMOKa3aHU K IEYEHMIO B CBA3M C HanNu-
yrvem y Hee B aHaMHe3e HacneACcTBEHHON GOpPMbl FemMorio-
6uHonaTun.

Mpu ocmoTpe rematonorom 23.05.2019 xanob akTMBHO
He npeabasnana. Co cnoB naumneHTKW, okono 20 neT Hasag
y Hee BbISBWIM HanMyne aHOMaJIbHOro remorsiobuHa G,
HO HMKaKoro goo6cnefoBaHusA C Tex Nopa He npoxoawna.
[loub 1 CbiH NAUMEHTKN TaKKe paHee 06cnefoBannchb B CBA-
31 C NOA03PEHNEM Ha HanMume CeEPNOBMAHOKIIETOYHOM aHe-
MUK, KOTOpas He noarsepamnach. Mpn yTouHeHUn cemen-
HOrO aHamHe3a OblIO BbIACHEHO, YTO Aefyllika MO OTuy
nauMeHTKN — eBpen-alkeHasu, B Bo3pacTe 4-5 fneT 1axeno
nepeb6onen mansapuen.

B aHamHe3e y nauMeHTKU XPOHUYECKUA XONeUUCTUT,
Ha MOMEHT OCMOTpPA BHe 060CTpeHuA. MiHorga oTmeyanocb
He3HauUTesIbHOE MOBbILIEHNE YPOBHS 6UnupybrHa B Cbi-
BOPOTKE KPOBM, MPU 3TOM CaMbleé BbICOKME 3HAYeHUs OT-
Meyvanucb B 2018 1., Korga obwun 6unupybmrH cocTaBnsAn
27,9 mKmonb/n, a npsmon 6GunupybuH - 15,4 MKmoOnb/n.
AHeMnn HuKorga He BbIABAANOCb. B npepcraBneHHon na-
uueHTkom remorpamme ot 11 anpena 2019 r. spuTpouunTbl
cocTansnu 4,83x10'%/n, remornobvH — 141 r/n, cpegHun
06bem 3putpounToB — 84 dn. B buoxrmmyeckom aHanmse
CbIBOPOTKM KPOBU 00LWmin 6unmpy6uH 25,8 MKMosnb/n, CBO-
604HbIN GUNMPYOUH 22,4 MKMONb/N. YPOBHW KpeaTVHWHa,
mouesuHbl, JIAT, WO, ANT, ACT, amunasbl, rioKo3bl, 06LLero
6enka B Npegenax HOpPMasnbHbIX 3HaueHWi. B oblwem aHanu-
3€e MouM 6e3 NPU3HAKOB OTKIIOHEHWI OT HOPMbI.

Bbino HasHaueHo foo6CnenoBaHWE: Pa3BepHYTHIN aHa-
NN3 KPOBU, PA3BEPHYTbI BMOXMMUYECKUA aHaNn3 KPOBMY,
anekTpodope3s reMornobmHa, TeCT HAa pacnpeaeneHue 3pu-
TpoumToB no nnotHocTu (PIIM), Y3U neueHn, xenyHoro ny-
3bIps, CENE3EHKN.

Mo maHHbIM [OO6CeA0BaHMA: B reMOrpamme 3pUTpo-
untbl 4,33%10'%/n, remorno6uH — 131 r/n, cpeaHnit o6bem
3puTpouunToB 85 ¢n, petnkynouuntsl 1,04%, npu npocMoTpe
Ma3koB Tenely lerHua (Heinz) B apuTpounTax He BbisiBfe-
HO; B OBMOXMMIYECKOM aHann3e CbIBOPOTKU KPOBU 06U
6unnpybmnH — 24,2 MKMONb/N, CBA3aHHbIA OUANPYOUH —
4,8 MKMonb/n, cBO6OAHbBIN GUNNPYbuH — 19,4 MKMOIb/A,
Xeneso - 10,2 mkmonb/n, ANT - 22 en/n, ACT - 27 en/n,
ITT - 18 en/n, WW® - 195 en/n, rnioko3a — 5,0 mmonb/n, 06-
Wit 6enok — 73 r/n, MmoueBmHa — 5,0 MMOJb/N, KpeaTUHWUH —
67 MKMOJb/N, MouyeBas KNCoTa — 237 MKMOJb/1, Xonecrte-
puH — 6,01 Mmonb/n; No gaHHbIM Y3 opraHoB GplolLHON
NnosioCTV 1 noyek — 6e3 NPU3HAKOB MaTONIOrNN 33 UCKJIIO-
yeHriem Y3/-npn3HaKoB 3aCTOA XKeNUm B XKeJIYHOM Ny3bIpe,
pasmMepbl U 3XOCTPYKTypa Cefle3eHKN U NeYyeHn HoOpMasb-
Hble; Mo 3nekTpodopesy remornobmHa 27.05.2019 6bina
BbIAIBfIEHA natoniornyeckasa ¢pakuma HbS, coctaBnsiowan
17% (pwc. 1), a no gaHHbIM nccnegoBanua P3N 6bino Bbl-
ABJIEHO CHUXXEHWe CpefHelN NNOTHOCTM SPUTPOLIUTOB, NpU
3TOM TsXKenas v nerkas ppakuum 6bim B npegeniax Hopmbl
(puc. 2).

Mo pesynbratam  poobcnefoBaHus nauneHTKa
6blna HanpaBneHa Ha [OMONHUTESIbHYIO KOHCYNbTaLuio
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HbA

HbSz HbA2

. A |
Mokasatenb 3HaueHne Hopma E?’.ev'l.ls“n:le- MeTop,
Hb A 80,5 96,8-97,8 % 201
Hb A2 2,5 2,2-3,2 % 20r
Hb S zone 17,0 0 % 20r

PucyHok 1. Pe3ynbtathl anekTpodopesa remornobumHa. BoisiBneHa dpaxums
naToNorMyeckoro remorno6uHa S.

B OI'bY «HMWL rematonornm» MuHsgpasa Poccuu, roe 6bi10
peKoMeHAO0BaHO NPOoBefeHNe aHannsa Ha Hanuyre Touyeu-
HbIX MyTaLMI CHayana B reHax o- 1 B-rnobuHa. Bo BTopom
CJlyyae HMKaKux MyTauuid BbISIBNEHO He ObIIO, @ B MepBOM
cnyyae [HK-guarHoctnka, nposedeHHasa npv NoMoLn
onpegeneHns NePBUYHON CTPYKTYPbl BCEX GYHKLMOHANBHO
BaXHbIX pparmMeHTOB reHoB anbda-Lienen rnoburHa, Nnokasa-
na Hanuume B reHe HBA2 muccernc-mytaunm CD47 GAC>CAC
(Asp47His) B reTepo3NroTHOM COCTOAHWMK, MNPUBOAALLEN
K 0bpa3oBaHM0 aHOManbHOro remornobrHa Hb Hasharon
(opyrve Ha3BaHus - Sinai, Sealy, L-Ferrara).

Taknm obpa3om, 6bin BepudpnLMpPOBaH AUarHo3 Hacnes-
CTBEHHOW remornobuHonatum ¢ Hannumem (17%) HecTa-
6unbHoro remornobuHa Hasharon-Sinai-Sealy o *>~™<3,
B retepo3mrotHon ¢opme. NPU3HAKOB reMONNTUYECKON
aHEMMM BbIABMIEHO He Obino. MNauneHTKe 6bII0 PEKOMEHA0-
BAHO MOJIHOCTbIO UCKJIIUYMTb BO3MOXHOCTb YNoTpebneHus
cynbdaHnnamngHbIX MpPenapaToB, acnupuHa, cepypana,
deHaueTnHa, HUTPOdypPaHTOMHA, MPOM3BOAHbIX BUTAMUHA
K 1, XOTA 3TO 3BYUNT Ka3zynCTUYECKU, MPOTUBOMANAPUIHDBIX
CcpencTB. AGCOMOTHBIX NMPOTMBOMOKa3aHW K NPOBeAeHnIo
PIT BbisABNEHO He 6biN10.

01.07.2019 npoBefeHO WHAMBMAYaNbHOE AO3UMETPU-
yeckoe njaHUpoBaHMe C pacyeToM ONTUMANbHOM aKTUBHO-

KNUHUYECKIMI CNYYAW
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MNoTHOCTb 3PUTPOLIUTOB, I/MN
—— 28.05.2019 Hopma 24,0-26,0

PucyHok 2. ViccnepoBaHue pacrnpefieneHns SpuTpoLuUTos Mo niaoTHOCTY.

3aKnioueHue: BbIABNAETCA CHUXKEHNE CPeHeN NIOTHOCTM SPUTPOLMTOB.
Taxenan v nerkas ppakumm B Npeaenax Hopmbl.

ctn, 02.07.2019 npoBefeHa pagnoHyknuaHas Tepanusa |-
akTUBHOCTbIO 400 MBK. OCnoXHEeHUI N peakunii Ha BBeae-
Hye POI1 3aduKcnpoBaHo He 6bI1O.

3a BpemsA HaxoXAeHWA MauVeHTKU B CTaloHape oTMe-
Yanocb yAOBIETBOPUTENIbHOE CAMOUYYBCTBUE, »Kanob akTuB-
HO He npenbsBnAna. 04.07.2019 naumeHTKa Oblia BbiNUCa-
Ha 13 OTAeNeHVsA PagvoOHYKIUAHON Tepanuu, nokasatenu
BHELLUHEro M3JyYeHns Npu JO3MMETPUN COOTBETCTBOBAU
HOpMaM paauaunoHHon 6esonacHoctn (HPB) 99/2009,
MOLLHOCTb [103bl M3/yYEHUs OT Tejla Ha pPaccTosHUn 1 m —
19,9 MK3B/u (OCTaTOUHBIN HOH NOHN3UPYIOLLEFO N3MTYUEHMS,
gonycTtumbiin HPB).

B nocTtTepaneBTMYECKOM Meproae NPOBOAUICA exeme-
CAYHBIN KOHTpO”b ypoBHA TTT, cBT3, cBT4 nocne PAT: ypoB-
HA AT-pTTl 1 Y3U wntoBraHom xenesbl — yepes 3 n 6 mecs-
LieB, @ TaKXKe YPOBHSA 06LLero n npsmoro bunupybuHa.

CHayvana KOHTposb N1abopaTopHbIX NapaMeTpoB NPOBO-
avnca 1 pa3 B Hefeno, a fanee oguH pas B mecsy. MoxHo
KOHCTaTMpOBaTh, 4To yepe3 6 mecaues nocne PUT Huka-
KUX MPU3HAKOB FEMONIMTMYECKOW aHEMWM Y MALUMEHTKU
C remornobmHonaTnen ¢ reTepo3nroTHbBIM HOCUTENBCTBOM
aHoMasbHoro remornobrHa Hasharon He pa3Bunocb. Exe-
MecAYHas AUHaMIKa TabopaToOpHbIX NMOKa3aTesiel B NocTTe-
paneBTNYECKOM Nepuofe npeactaBieHa B Tabnuvue 1.

Tabnuua 1. luHamuka nabopaTopHbIX MOKasaTenein nocne paanoioaTepanim

Bpems Obbem bunupybuH bBunnpy6unnH
P TTI, cBT3, cBT4, AT-pTTI, wuToBMAHOM L-TMPOKCMH, Py . Py .
nocne o6wuin, npamomn,

o~ MME/n nmonb/n  nmonb/n Me/n Xenesbl, cm? MKr
PUT MKMoOnb/n MKMONb/n
(Y3WN)
1 mec 0,11 6,16 19,58 - - - 19,5 3,0
2 mec 8,36/66,08 3,28/1,84 5,9 - - - 21,5 2,9
3 mec 43,49 1,82 74 8,19 4.4 50/100 18,5 1,7
4 mec 1,54 4,49 22,14 1,54 - 100 25,3 8,3
5 mec 0,38 4,55 20,25 - - 100 16,7 3,1
6 mMmec 0,9 3,3 14,23 32,9 3,5 100 20,8 5,9
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OBCYXXAEHUE

Wcxopa n3 NpoBefeHHOro HaMy aHanusa HayuHow
NUTepaTypbl, MOXXHO 3asBAATb, UTO MOAJOOHOrO KAUHU-
YeCKOoro ornbiTa B MUPEe Ha AAHHbI MOMEHT He 3aperu-
CTPUPOBAHO, YTO OOBACHNMO C YYETOM SKCKIIO3NBHOCTU
nofo6HON remornobuHonaTun, 0CoO6EeHHO B CoYeTaHuun
C TMPEOTOKCUKO3OM. YumuTbiBad BCe BbllleCKa3aHHOE,
nocne BepudMKauMyM AMArHO3a HacleaCcTBEHHON re-
MOIIOOMHONATUN C TeTepPO3UrOTHbIM HOCUTENTBCTBOM
HecTabunbHoro remorno6mHa Hasharon kaknx-nn6o npu-
3HAKOB FeMOJIUTUYECKON aHEMUMN Y MAUMEHTKM He Bblio
BblABNeHo. CriefoBaTesNibHO, He Gbl/TIo NMPOTMBOMOKA3aHui
k PWT, nocne nposeaeHuna koTopoii NaumneHTKa Habnoaa-
Nlacb remaTosIoroM: KJIMHMYECKUX MPU3HAKOB remosinsa
3pUTPOLNTOB Cpa3y Nnocie npoueaypbl BBEAEHUA paau-
0AKTMBHOIO 110Aa 3adUKCUPOBaAHO He 6bino. Mo pesynb-
TaTam nocyegyLero 1abopatopHOro KOHTponsa (06w
aHann3 KpoBM, BMOXMMMYECKNIA aHanu3 KpoBM, o6Lwuin
aHanM3 Mouu) NPU3HAKOB FEMOSIUTUYECKON aHEMUU OT-
MeUeHO He 6bifo.
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3AKNIOYEHUE

B onvcaHHOM Hamm KNMHUYECKOM CJlyyae Tepanus paguno-
aKTVBHbIM NOAOM TUPEOTOKCMKO3a OKasanacb 3PpdeKTNBHOM
1 He CONPOBOXAanacb OCNOXHEHNAMN U yCyrybneHnem conyT-
cTBytoLen natonoruu. Jllobon KMHUYeCKn ciyyan Tepaniu
PafMOAKTVBHBIM MOAOM Y MALMEHTOB C FEMOMI00MHONATUAMM
(unn gpyroii 3HauMMOW NaToNoOren) JOMKEH pacCMaTPUBaTh-
CA MHAMBMAYaNbHO C yY€TOM BO3MOXHbIX PUCKOB MO pe3ynbTa-
TaM NPOBeAeHHOro NpeaBapuTeNibHO 06CefoBaHNA.

AONOJIHUTENIbHAA UHOOPMALINA

cTouHnk puHaHcupoBaHus. MonckoBo-aHanuTyeckas paboTa v nog-
rOTOBKa CTaTbyi MPOBEAEHbI Ha TIMYHbIE CPEACTBA ABTOPCKOTO KOMMEKTUBA.

Cornacue nayuenTa. llepcoHanbHble MEANLUHCKIE faHHble ony6nu-
KOBaHbl C MMCbMEHHOTO COrNacums NaLneHToB.

KoHdpnuKT nHTepecoB. Bce aBTopbl ieKNapupyIoT OTCYTCTBIIE ABHDIX 1 NOTEH-
LiyanbHbIX KOHGNKTOB MHTEPECOB, CBA3AHHDIX C My6NMKaLMen HaCTOALLEN CTaTby.

YyacTue aBTOpOB. BCe aBTOpbI MPUHMManNU yyactvie B HabnoaeHun
naumeHTa, BHEC/IN 3HAUYMMbIIA BKNAZ B MOATOTOBKY CTaTbyi, MPOYSIN U Of0-
6pvnu duHanbHyio Bepcuio nepes nybnvKkaumei.
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