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TUAMUH-3ABUCUMAA METAJTOBJTACTHAA AHEMUA (CUMHOPOM POOXKEPCA) Y PEBEHKA TPEX JNIET
T. B. Kontoxoea =2, E. B. TpyxuHa
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TramvH-3aBrcUMas MeranobnactHas aHemus (T3MA), nnn cuHapom Poppkepca, — penkoe ayTOCOMHO-PELIECCHBHOE 3a00MeBaHE, XapakTePU3YIOLLIEECS Pa3BUTUEM
MeranobnacTHo aHeMuK, CaxapHbiM AMabeToM 1 MPOrpecCUpyoLLEi HEMPOCEHCOPHOM TYroyXOCThiO. Y YacTv NaLMEHTOB BbISBASIOT OTanbMOOrnieckme
HapyLIeHWs (MMIMEHTHYIO PETMHONATUIO, aTPOMUIO 3PUTENBHOMO HEPBa, MaKyonaTuio, HUCTarM), MopaxxeHne cepaua (MapoKCr3manbHyO MepLaTenbHyo
APUTMUIO, HALKENYA0HKOBYIO TaXKapAWio, BPOXKAEHHbIE MOPOKM cepaua, HapyLLeHNs BHYyTPUCEPAEHHON NPOBOAVMMOCTH) 1 HEBPOOrMYECKME HapyLLEHNS
(3nunencuto, HapyLLeHVe MO3roBOro KpoBoobpalLeHust). TSMA pa3BrBaeTcst BCNeAcTare MyTauum B reHe SLCT19A2, KopgupytoLLeM 6eMoK-NepeHOCHMK TaMmnHa
ThTr-1, KOTOPbIN SKCMPECCUPYETCA B rEMOMO3TUHECKIX CTBOSIOBbLIX KieTKax, beTa-KneTkax NompKenyaoqHON »enesbl 1 KeTkax BHYTPeHHero yxa. B cratbe
npeacTaBneH KnnHndeckuin ciydar T3MA y pebeHka Tpex neT, ¢ AebtoToM 3a00/1eBaHVa Ha NEPBOM FOAY XKU3HWN B BUAE aHEMUM 1 caxapHOro anabeTa. Ha doHe
MPOBOAVIMOI TEParnn TMaMVHOM Y MaLyieHTa [OCTUMHyTa BbIPaXKEHHAs MONOXKUTESNbHAs AMHAMUKA B BILE HOPMaM3aLMM MokasaTtenein neprdeprHeckoro aHamsa
kpoBK. OnurcaHne COBCTBEHHOIO KIIMHUYECKOrO HabnoAeHVs:, a Takke npeacTaBneHe o63opa nMTepaTypbl HanpaBneHo Ha MoBbILLEHNE OCBEAOMIEHHOCTU
Bpadelt BCcex crneumanbHOCTe O AaHHOM CUHAPOME. ATUNYHAS KIMHWYECKast KapTyHa 1 OTCYTCTBME 3HaHMM 0 T3MA 4YacTo SBASOTCA NMPUHMHON 3a0epKKM
MOCTaHOBKM AMarHo3a 1 Hadana Tepanmu.
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THIAMINE RESPONSIVE MEGALOBLASTIC ANEMIA (ROGERS SYNDROME)
IN A THREE-YEAR-OLD CHILD

Konyukhova TV =, Trukhina EV
Dmitry Rogachev National Research Center of Pediatric Hematology, Oncology and Immunology, Moscow, Russia

Thiamine responsive megaloblastic anemia (TRMA), or Rogers syndrome, is a rare autosomal recessive disease characterized by the development of megaloblastic
anemia, diabetes mellitus, and progressive sensorineural hearing loss. In some cases, the syndrome causes ophthalmological disorders (retinitis pigmentosa,
optic nerve atrophy, maculopathy, nystagmus), heart diseases (paroxysmal atrial fibrillation, supraventricular tachycardia, congenital heart defects, intracardiac
conduction disorders) and neurological disorders (epilepsy, cerebrovascular accidents). TRMA develops due to a mutation in the SLC79A2 gene, which encodes
ThTr-1 (thiamine transporter protein) expressed in hematopoietic stem cells, pancreatic beta cells, and inner ear cells. The article presents a clinical case of TRMA in
athree-year-old child, with the onset in the first year of life, manifesting as anemia and diabetes mellitus. Thiamine therapy ensured a pronounced positive dynamics:
the patient's peripheral blood parameters normalized. The clinical description and the literature review herein aim to raise awareness of doctors of all specialties
about this syndrome. An atypical clinical picture and lack of knowledge about TRMA often delay the diagnosis and start of therapy.
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TnamnH-3aBucman MeranobnactHas aHemus (TSMA, OMIM
249270), nan cuHOpoM Pompkepca, SBASETCS KpanHe PeaKM
ayTOCOMHO-PELLECCUBHBIM 3ab0NeBaHNEM C XapakTepHOWN
KNNHNYECKOM  Tpuagon:  MeranobnacTHOM — aHemuen,
NPOrpeccupytolern  HENPOCEHCOPHOM  TYroyxoCTblo W
caxapHbIM OVabeToM. Y HEKOTOPbIX MaLMEHTOB AVArHOCTUPYHOT
BPOXXIOEHHbIE MOPOKN Cepaua, arpoduio  3pUTENbHbBIX

TvamuHa (thiamine transporter 1, ThTr-1). Ten SLC19A2
9KCMPECCUPYETCS, rMaBHbIM 06Pa30M, B FeMOMO3TUHECKNX
CTBOJIOBbIX KeTKax, 6eTa-KneTkax NogpKenyg0HHON Xenesbl 1
KeTKax BHYTPEeHHero yxa [6]. B gpyrux opraHax TumamuH
TPaHCMOPTUPYETCA B KNETKM C MOMOLLIbIO Benka-nepeHocHmnka
ThTr-2, KOTopbI OCTaeTCsa (OYHKLMOHATBHO aKTUBHbIM [7].
PacnpocTtpaHeHHOCTb TSMA OOCTOBEPHO HE N3BECTHA.

HEepPBOB, OTMEYaOT BOSHMKHOBEHME HAPYLLEHNA MO3rOBOIroO
kpoBoobpaueHnst [1-3]. N3 remaTtonormyecknx mposiBAeHWi
OTMEHAETCH HaNMM4Me KOSbLIEBbIX CUAEPOONAcTOB B KOCTHOM
MO3re, JNEeMKONeHs © TPOMOOUMUTOMEHUS OTCYTCTBYIOT
b0  YMEPEHHO BbIPAXXEHbI, pPedKo ObHapy>XmBaroT
naHuuToneHwio [4, 5]. TSMA pasBuBaeTcs B pesynbraTte
n3meHeHnn reHa SLC19A2, koampyroLero 6e10K-nepeHocHMK
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OnncaHo 183 nauyuweHta mna 138 cemenn. BONbLUMHCTBO
cnydaeB 3aboneBaHus (62%) 3aperncTprpOBaHO B CEMbSIX C
6NM3KOPOACTBEHHBIM BpakoM: B CTpaHax brvkHero BocToka
(37,7%), KOxxHom Asnn (21,9%) n CpeamnzemHomopbs (17 %)
c pebToM B mepuod MAadeH4ecTBa M NogpOCTKOBOMO
Bo3pacTa [8]. Bnepsble 3abonesanne onvcanu L. E. Rogers
1 coaBTOpbl B 1969 r. y 11-neTHen OeBOYKM C OBYXCTOPOHHEN
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Tabnuua 1. Pe3ynstaTsl MccnefoBaHvs reMorpamMmMbl HabntogaemMoro nauyeHTa

MNokasarenu 08.02.2024 En. namepexuns Hopwma
TNeikounTsl 9,12 10%n 6,05-9,85
OpuTpOoLUTDI 2,565 10'%/n 4,2-4.6
lemorno6buH 74 n 115-138
lemaTokput 20,8 % 31-40
CpepHuii 06bem apuTpoumTa 81,6 bn 75-100
CpepHee copepxaHne remornobuHa B apuTpouuTe 29 nr 25-33
CpefHsAa KOHUEeHTpaums reMornobrHa B aputpouuTe 356 n 322-368
OTHocuTENbHAsA LUMPUHA PacnpefeneHns 3puTpoLIMToB No o6beMy 15,4 % 11-16
Tpom6ouuThI 103 10%n 204-356

HEMPOCEHCOPHOM  TYroyxoCTbld, caxapHbiM AnabeToM  U3-nof pebepHor ayrn, ceneseHka He nanbnupyetcs. duypes

1N peunauBupytollen MeranobnactHom aHemueln. bbino
NPeanonoXeHo, YTO NMPUHMHON aHEMUN SBSIETCS HapyLUeHWe
mMeTabonmama ButammnHa B1, 4To noaTBepannocs Koppekupmen
aHemMun Nocne nepopasbHOro npremMa TammHa [9].

OnucaHune KIIMHNYECKOro cny4yas

Manb4uk Tpex NeT, poXAeH OT NepBO 6epeMEHHOCTH, MEPBbLIX
CaMOCTOSATENbHBIX POAOB Ha cpoke 38-39 Hepenb, BeC npu
poxaeHun — 3280 r, pocT — 51 cm. OueHka no Lwkane
Anrap 7/8 6annoB. 9THUYecKasi NPUHANEXKHOCTb — UHIYLL.
Pooutenn pebeHka He COCTOAT B 6/IM3KOPOACTBEHHOM Bpake.
AHamHe3 3aboneBaHvs: B Bo3pacTe 10 MecsiLeB BrepBble
Obl OTMEeYeHb! U3MeHeHWst B obLLem aHanmae kposn (OAK) —
CHI>KeHMe remornobrHa o 85 /N, B TeveHne ABYX MeCsLEB
nonyyan npenapartbl »xenesa (6e3 achdexTa). B ganbHenwem
HY>XOa/ICH B MEPUOANHECKNX 3aMECTUTENbHBIX TPaHCHy3MsiX
SpUTPOLIMTapHO Macchl. B Bo3pacTe ogHOrO roga ycTaHoBMeH
onarHo3 «CaxapaHblii  guabeTt» (rmneprinkemmns — [0
31 MMONB/N, MKNPOBaHHbIA reMornobuH — 9,1%). HasHaveHa
MHCYNMHOTepanusa B 6a31c-00MI0CHOM pexxume (acnapTt 1
nernynex). Pogutenn obpaTtnim BHYMaHWe Ha OTCYTCTBUE Cryxa
1 peun y pebeHka B Bo3pacTe AByX NeT. [locne obcnenoBanHns
NOATBEPXKAEHA [OBYCTOPOHHSSH HEMPOCEHCOPHas TyroyxoCTb
4-i1 cteneHn. B BospacTe Tpex Nnet otMeudeHb! ameHeHms B OAK
B BMAE aHeEMUW (reMornobuH — 62 1/n) n TpomMbounToneHnn
(TPOMOBOUMTEl — 18 Tbic./MKN). Co4eTaHne KANHUYECKMUX
MPOSIBNEHNI (CaxapHblii AnabeT, HEMPOCEHCOPHas TYroyXOCTb,
aHeMuns, TPOMBOLMTONEHNS) C HanbosbLLENn BEPOATHOCTLIO
MO3BOMMAN MPEAnoNOXnTb y pebeHka Hanndne T3MA.
PebeHka 08.02.2024 rocnutanuaunpytot B HMKL, OO
nmenn 1. PoradeBa anst yTOHHEHVS AMarHo3a 1 onpeaeneHns
[JanbHeNLLEeN TaKTUKW Tepaniu.

[Mpy NOCTYNNEHNN COCTOSIHVE TShKenoe no 3aboneBaHuio,
cTabunbHoe, pebeHka He nuxopaant. Pusnyeckoe pasBuTUe
COOTBETCTBYET BO3pacTy. KoXKHble MNOKPOBbI 6nedHble,
edVHNYHble neTexmn Ha TynosuLLe. OTEKOB HET. A3bIK YNCTbIN,
BaXKHbIN. KOCTHO-MbILLeYHas cuctema 6e3 0cobeHHOCTEN.
Mepudepuryeckne nuMdoysnsl He yBenuyeHbl. CepaedHo-
cocyaucTas cucTema: TOHbl cepaua sicHble, Taxvkapaus oo
128-132 ynapoB B MUHYTY. B nerkvx gpixaHve nyspuibHoe,
pPaBHOMEPHO MPOBOAMTCS MO BCEM MOMAM, XPUMOB HET.
PKMBOT Msrkui, 6e300ne3HEHHbIN, MeYeHb BbICTYMaeT Ha 2 CM

He yunTbiBaeTcd. CTyn exedHeBHbIn, 6e3 NaTonorm4ecKkmx
npuMecen.

OcHOBHble nabopaTopHble MokadaTenn Npu NOCTYNeHU
nauveHta B HMVIL, OOV nim. [0. PoradeBa npencTtaBieHbl
B Tabn. 1, 2. OTMeYeHbl NpUsHaKu aHemmn, TPOMOOLIMTONEHN,
a TaroKe MOoBbILLEHVE COAEPKaHNS NlaKTaTa, MMKO3UIMPOBaHHOMO
remornobuHa (7,78%).

MaymeHTy BbIMOAHUAM KOCTHOMOSIOBYIKO MyHKLUMIO 13
[OBYX aHaTOMNYECKMX ToYeK (rpebHM MoaB3OOLLIHbIX KOCTEW).
Mopdonornyeckoe 1ccrnegoBaHne acnmpara KOCTHOrO Mo3ra
(KM) nposoaunv npy NOMOLL CBETOOMTAYECKOM MUKDOCKOMM
B OKpalleHHbIX Madkax no metogy NanneHrerma—Kptokoga.
OnbdepeHuymposka knetok KM 1 mx npoueHTHoe
COOTHOLLIEHVE NpeAcTaBneHbl B Tabn. 3.

Oba nyHkTaTa 6oratbl MyenokaproLmTamu, NoaMMopPMHbI
N CXOXM Mexay cobol Mo CcOocTaBy, BKIKOYaOT HEOObLLOE
KOMMYECTBO HENTPAaNbHOMO »KM1pa, CKOMIEHMS CTPOMasbHbIX
3MEMEHTOB.

CopeprkaHne 6nacTHbix knetok coctaenseT 0,8% n 0,4%
Mo TOYKam COOTBETCTBEHHO.

HelnTpounbHbIN  POCTOK COXpaHeH, C 4YepTamu
O1CNo33a B 4aCTU KNETOK (MMMOrpaHynspHOCTb, KOJMbLIEBbIE
n/a HenTpodunbl). MOHOUUTAPHBLIA POCTOK COXPaHEH,
6e3 CyLeCTBEHHbIX MOPMONOrMYeCKUX OCODEHHOCTEN.
JIMMhoVaHBIN POCTOK Cy»KEH. DPUTPOMOHbIA POCTOK PaCLLMPEH,
C 4YepTamu [ucnoasa (OoBysgepHocTb, Tenbla >Konnw,
Kap1OPEKCIC). DpUTPOMOa3 C HepTamy MerasiobnacTonaHoCT
B OonblMHCTBE Knetok (puc. 1). TemornobuHmaaums
3adepxaHa Ha H6asodunbHbIX dopmMax. MerakapuoumTapHbIi
POCTOK pacluvpeH, NpeAcTaBfeH MerakapuouuTamn Ha
pasHbIX CTagusax CO3peBaHus. YacTb MerakapuoumuToB C
OTLLUHYPOBKOV TPOMOOLMTOB. [Npn okpacke Ha cuaepobnacTsl
(peakums TMepnca) MO3UTMBHAS peakumsi BbIBASETCS B
50% SpuUTPOKapUOLIMTOB, MO XapakTepy pacnpefeneHus
nosUTUBHOIO Matepunana 45% 3pUTPOKapUOLMTOB OTHECEHbI
K KOMbLEBbIM cuaepobnactam (puc. 2); B 5% — NosUTUBHbIN
Matepvian PacrofioKeH B BAE HEMHOMOHMCIEHHbBIX PACCEAHHbIX
rpaHyn, B 50% spUTPOKapUOLIMTOB peakLysa HeraTneHa.

[poBeneHHbIe MHCTPYMEHTAa IbHBIE MCC/IeA0BaHWS

SnekTpokapanorpadus (OKI). HopmanbHoe nofiokeHne
S0C. YCKOpeHHbI MpaBonpencepaHbli PUTM, Ha 3TOM

Tabnuua 2. Pe3ynbraTbl MCCnenoBaHns BUOXMMNHECKOro aHamn3a KpoBY HabmioaaeMoro nauyeHTa

Mokazatenu 08.02.24 En. namepenns Hopma
[Mtokosa 4,11 MMONb/N 2,6-24,9
NakTar 2,1 MMONb/N 0,5-1,6
XKeneso 13,2 MKMOSIb/N 9-21,5
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Tabnuua 3. PesynstaT nccnepgoBaHus acnparta KM Habniogaemoro naupjeHTa
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KneTo4Hble anemeHTbl Hopwma, % Touka 1, % Touka 2, %
HepuddepeHupoBaHHble 61acTHbIE KNETKU 1,6-3,4 0,8 0,4
Mwueno6nacTbl 1,6-3,0 1,2 0,8
MpomuenounTbl 2,3-4,0 4 3,6
MwuenounTbl 7,2-11,3 13,6 24
MeTtamuenouunTbl 5,5-8,5 8 7,2
Mano4ykosgepHbie HENTPODUNbI 14,8-22,4 18 9,2
CermeHTOsiAEPHbIE HENTPODUIbI 9,8-20,5 18,4 20,8
Cymma Helitpocunos 40,0-66,7 62 64,8
D03UHOMUbHBIE MUENOLMTDI - -
B03VHOPUNBHBIE METAMUENOLTDI - -
B03nHO(WIbI NaNoYKOSAEPHbIE - -
D031HOMWIbI CErMEHTOSIAEPHbIE 2,4 2,4
CymMmma 303uHounos 3,3-6,4 2,4 2,4
Basodunbl 0-0,2 0,8 0,4
MpomoHouwnTbl - -
MoHouwnTbl 0,03-3,0 3,2 2,8
CyMma MOHOLMTOB 3,2 2,8
NumdounTbl 12,1-17,9 2,4 2,4
Mna3martnyeckne KneTkn 0,03-0,3 - .
OpuTtpobnacTbl 1,0-1,9 3,2 1,6
Hopmo6nacTbl 6a3ocnnbHbIe 1,3-2,4 8,8 8
Hopmo6nacTbl nonmxpomaTodunbHble 8,2-10,8 18,2 12,4
Hopmo6nacTbl okcrunbHble 5,9-8,8 2 4
CymMMa 3pUTPOKapuoLIMTOB 16,4-23,9 27,2 26
MHOekc cospeBaHuns HelTpoduios 0,5-0,9 0,7 1,16
MHpekc remornobuHusaumm 0,8-0,9 0,56 0,63
Jeinko-apuTpobnacTmiyeckoe COOTHOLLEHNE 3,3-4,5 2,6 2,8

(hoHe 3aperncTpupoBaHa YacTas CyrnpaBeHTPUKYIsSpHas
9KCTPACUCTONNS (EQVHUYHbBIE U NapHbIE MPEXAEBPEMEHHbIE
COKpalLleHWsl), cpedHss YacToTa cepAedHblX COoKpalleHWiA
(HCQ) cocTtanset 149 ya./mMuH. NonHasa 6nokaga npaBow
HOXKM Ny4dka 1ca.

Oxokapanorpagus (3xo-Krl). iccnenoBaHue npoBeaeHo
Ha toHe Taxmaputmum. Oba npencepamst yBenuudeHsl OO
peskolt cTerneHn. JleBbli XenyaodeK yBenmyeH HeaHauMTeNbHo,
rnobanbHas cucTonnyeckast PyHKUMS HaXOOUTCS Ha HUKHEN
rpaHvLe HOPMbI, MOXET ObiTb HE3HAYNTENBHO CHUXKEHHOW.

&
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sy ,
BAan”. 77 &

Puc. 1. KocTHbI MO3r: MeranobnacTnieckunin Tun aputponoasa. Okpacka no
[ManneHreimy—Kptokoy. YBenndeHmne: x1000
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CUCTEMHbIN CepAeYHbIN BIOPOC COXpaHEH Ha YPOBHE BbilLe
CPEAHNX 3HaYeHWiA. MpaBbIi XXenyaoqeK YBenm4eH yMepeHHo,
rnobanbHas cucTonnyeckas yHKUMS CHKeHa. BTopuyHas
(BOBMOXHO, 3a CHYET HapylleHUs NOKabHOW KUHETUKM
MUOKapa NeBoro »esyao4Kka) He4oCTaTOYHOCTb MUTPAsTbHOrO
KnanaHa Nerkow cTeneHu.

XontepoBckoe MoHuTopupoBaHne OKIT (XM-2KI). B
TeYeHVe CyTOK pervcTpupoBanach Taxvkapaus, Bce cpegHue
3Ha4eHWs YCC npesbianin Bo3pacTHYO HopMy. LinpkaaviaHHbIi
npounnb puTMa purnaHelin. Hagkenynodkosas Taxmkapans

Puc. 2. KocTHbIn MO3T: KosbLiEBbIe cuaepobnacTsl. Okpacka 6eprMHCKO N1adyphbio.
Yeenunderue: x1000
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Tabnuua 4. Pe3ynstaTsl UCCnefoBaHys reMorpamMmmMbl HabntogaemMoro nauyeHTa

Mokazatenu 29.02.24 EpvHMUbLI nsmepeHrns Hopma
NenkoumnTbl 10,26 10%n 6,05-9,85
OpuTpOLUTDI 3,88 10?/n 4,2-4,6
lemorno6uH 112 r/n 115-138
lemaTokput 33,2 % 31-40
CpepHuini 06bem sputpouuTa 85,6 hn 75-100
CpepHee copepxaHne remornobuHa B
spUTpONTE 28,9 nr 25-33
CpepHsas KOHLEeHTpaLums remornobuHa B
SpUTpOWTE 337 /n 322-368
OTHocuTenbHas WUpKHa pacrnpeaeneHns 14,9 % 11-16
3pUTPOLMTOB MO 06bEMY
Tpom6ouunTbl 343 10%n 204-356

BO3BPATHOro TuMa. Yactas nonMtonHas >XenygoykoBasd
aKCTpacucTonus. Yactaa npeacepaHas SKCTPacuCcToNVs.

BaknoveHne kapavonora. Prnbpunnaums npeacepani,
CyNMpaBeHTPUKYNapHasa aKcTpacucTonud. dunataumoHHas
Kapavomuonats (MepBuYHan? apuUTMOreHHas AUCYHKLMA
M1oKapAa?) C HESHAYUTENBHBIM CHYDKEHMEM COKPATUTENBHOM
CMOCOBHOCTY MMOKapda NEBOrO »xenynodka. HeqoctatouHOCTb
MUTPaNbHOMO KaraHa 2-M CT., TPUKyCrganibHoro — 1-1 CT.
CeppoevHasa HepocTatodHOCTb 1-1 CT. PekomeHpoBaHa
aHTUapuTMmnYeckas Tepanus: ammogapoH (200 mr) — 100 mMr
BHYTPb YTPOM 1 50 M BHYTPb BEHEpPOM, Topacemins, (5 Mr) mo —
TabneTke 2 pagda/CyTKM BHYTPb, Kansa 1 MarHug acrnaparvHar
no 1 Tabnetke 2 pasa/CyTKy BHYTPb, MPOMPaHoaoa no 5 mr
3 pasa/CyTku Nocne efbl BHYTPb.

BaknoveHne  ogranemonora. OU-runepmetponus/
MUOMNYECKUI acTUrMaTU3M CPedHeN cTeneHn. YacTndHas
aTpodus 3pUTESNbHbIX HEPBOB.

COBOKYMHOCTb KNMHUYECKUX U1 N1abopaTOpPHbIX AaHHbIX:
mMeranobnacTHas aHemMnst B COYETaHUN C TPOMOOLIMTONEHMEN,
Hann4Me KombLeBbIX cuaepobnactoB B KM; aHOOKPUHHbIE
HapyLLeHVs (CaxapHbli AnabeT); HEMPOCEHCOPHAsA TYrOyXOCTb;
HapyLUeHne cepaevHoro putMa MOXKET COOTBETCTBOBATb
T3MA. C uenbto NoATBEPXXAEHNS AMarHO3a PEKOMEHO0BAHO
npoBedeHNEe  MOSHOMO  9K3OMHOIO  CEKBEHUPOBAHUS.
VHLmmpoBaHa crieLmdmHeckast Tepanis TammHoMm: 150 Mve/cyT
(100 mr/cyT) B/B (€ 09.02 Mo 29.02). danee ¢ 01.03 TmammH
150 mr/m?/cyT (100 Mr/cyT) BHYTPb.

Mo pesynstataMm uccnegoBaHna B reHe SLC19A2
obHapy>xeHa 3ameHa Hykneotuga c¢.1223+1G > A B
FOMO3UIOTHOM COCTOSHMW. Ha OCHOBaHUM MOMyHEHHbIX
pe3ynbTaToB YCTAHOBEH KIMHWYECKNA OMArHO3 « TuaMuH-
3aBVICVMast MerasiobnacTHas aHeEMUS».

Ha dhoHe npoBognmMon Tepanum TMaMMHOM AOCTUrHyTa
Bblpa)KEeHHasa MOIOXUTENbHAA OMHAMMKA — MnokasaTenm
nepuepmnHecKon KpoBM HOPMaIM30BaInChb M COXPaHAKTCS
CTabunbHbIMK (Tabn. 4).

O6cy>xaeHue KIMHUYECKOro cryyas

B ctatbe npuBoauTtcs pemkunn cnydanm T3MA y nmaumeHTa
Tpex NeT, NPOSIBUBLLENCA HA MEPBOM FOAY XKU3HW aHEMUEN,
caxapHbiM  OMabeToM, HEMPOCEHCOPHOW  TYrOoyXOCTbHO.
YuuTbiBas gaHHbI CUMTOMOKOMIMMIEKC, B Ka4ecTBe OOHON U3
OVAarHOCTUHECKMX BEPCUA MOXHO paccmatpusate T3MA. o
NMTEpPaTypHbIM AaHHBIM Y OMMCaHHBIX paHee nauyeHToB ¢ TSMA
aHemusi Gbina BbigBneHa B 95,4% cnydaes, caxapHbii AnadeT

B 92,7%, notepst cnyxa — B 92,7%. Y 70,8% nauneHToB 6bina
OrarHoCTVpoBaHa MeranobnactHaa aHemus [8]. JanbHenwni
OVarHOCTUYECKUIA MOUCK MO3BOSIA BbISABUTL Yy MalMeHTa
Hanm4ve MeranobnacTtHom, cunagepobnacTHom aHemmn B KM, a
TaKXe HapyLLEHNE 3PEHNST N HapYyLLEHVE CepOeYHOro puTMma.
Takum ob6pasomM, npu Hanu4uMn y pebeHka Knaccuy4eckom
Tpuagpl TBMA (MeranobnacTHas aHeMusi, caxapHbil OUabeT v
HeMpoCeHCopHast TyroyxoCTb) 1 3MEKTUBHOCT MPOBOAVMON
Tepanuu TMaMuUHOM, KIVHUYECKUA OMAarHO3 He BbI3biBAeT
COMHEHWI.

Peokocte T3MA n, Kak Ccneacrtsume, OTCYTCTBME
KJIMHUYECKOW HACTOPOXXEHHOCTU  3aTPYOHAT  PaHHIo
MOCTaHOBKY AuarHo3a. B Halem cnyyae KIMHUHYECKMI OnarHo3
ObIN yCTaHOBNEH PebeHKY TONMBbKO Ha TPETbEM FOAY XKU3HN.

B HacTosiLLee BpeMsi eONHCTBEHHBIM CMOCOOOM NeHeHNst
T3MA aBAsieTCS NOXU3HEHHas Tepanns TMaMMHOM, KOTopasi
MPUBOAUT K HUBENMPOBAHWUIO CUMMATOMOB aHemun y 97,1%
MAaLMEHTOB U K CHKEHUIO J03bl UM MPEKPAaLLEHNIO BBEOAEHNS
VHCynunHa y 69,9% nauneHToB [8].

SAKJTFOHEHVE

T3MA aBngeTca KparHe PeaKM ayTOCOMHO-PELECCUBHBIM
3a601eBaHNEM, XaPaAKTEPUSYIOLLIMCH PAAOM MaTONOrMHECKNX
COCTOSIHWUI, TaKMX Kak MeranobnactHas aHeMusi, CaxapHbii
OrabeT, NoTeps cnyxa n 3peHns. PasHoobpasme KIMHUYeCKIX
NPOSBAEHU TpebyeT MyAsTUANCUMMANHAPHOIO noaxona K
neveHnto 1 HabntogeHWo naumeHToB ¢ T3MA. HecmoTps Ha
TO YTO [aHHOe 3aboneBaHne XOPOLLIO N3yYeHO, B HACTOsLLEee
BpPEMSA EeOUHCTBEHHbIM OOCTYMHbIM BapWaHTOM Jle4eHns
OCTaeTCsd MnepopanbHbll MPUEM BbICOKMX A03 TuamMuHa
0N KOppekumMn aHemuun. JleveHne TUaMUHOM CHWXaeT
MOTPEOHOCTb B VHCYIMHE W MOXET 3afepXxaTb Hayano
pa3BUTUA CaxapHOro AnabeTa, a Takke NPeaoTBpaTUTL MOTEPHO
3penua. [lotepsa cnyxa npu T3MA Heobpatma n He MOXeT
ObITb MPeOoTBPAaLLEHa NeYeHneM ThaMmHOM. B HacTosLlee
BPEMST MEHETUHECKOE KOHCYNBTUPOBaHME SBSETCA Hambonee
a(PhexTUBHOM CTpaTerven npeaoTBPaLLeHnst BOSHUKHOBEHNS
3aboneBaHns. PoacteeHHVKam naupeHta ¢ T3SMA Heobxoaymo
MPOBOAUTL  MOJIEKYIIPHO-FEHETUHYECKOE  UCCNEedOBaHne
BMECTe C MOTEHUMANbHbIMK NapTHeEPaMu, YToObl ONPEaenTb
PUCK POXAeHMSst 60NbHOMO pebeHka. Kpome Toro, Heobxoaym
npeHaTasbHbI CKPUHUHE 6epEMEHHbIM XXEHLLIMHAM, Y KOTOPbIX
VMMEETCH BbICOKUA pUCK poxxaeHnsa peberka ¢ T3MA, Tak
Kak BBefeHVe TuamMnHa BO BpemMsi 6epeMEHHOCTU MOXET
MUHMU3UPOBATL Ui OTCPOHUTL MOsIBEHME CUMITOMOB T3MA.
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