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KJINHUYECKUM CTYUYAL CUHAPOMA IUPCOHA
Y PEBEHKA B PECITYBJIMKE CAXA (SIKYTHS)

Annortamusi. Cuaapom ITupcona (CII) — peakoe MyapTHCHCTEMHOE 3a00JIeBaHUE C MPEOOTATAIONIIM BO-
BIICUCHUEM OPTaHOB KPOBETBOPEHUSI, MODKEITYJOUHOI XKele3bl U IeUeHH, Pa3BUBAIOIIEeCs BCIEACTBHE Ae(eKTa
mutoxoHapuansHoi JIHK. Yacto mepBbie KiImHUYECKHE MPOsiBICHUS CHHApoMa [IMpcoHa B BHIe aHEMHH pa3ind-
HOU CTETCHM TSDKECTH MOSBIISIOTCS HA TIEPBOM IOy KU3HH. BriepBrie 3aboneBanune 0110 omucano B 1979 romy
ToBapmom [InpcoHOM, KOTOPBII BKIFOYHII B JaHHBIH CHHAPOM CHAEPOOTACTHYIO aHEMHUIO, BAaKyOJIH3aLUIO KIETOK
TEMOMOATHYECKHX MPEIIIECTBEHHHI] B KOCTHOM MO3Te, 3K30KPHHHYIO TUCGHYHKIUIO MOMKEITYT0YHOH Kele3bl,
panHUit 1e0roT 3a001eBaHMsL, 0OBIYHO B Bo3pacTe 10 1 roxa. [1o nmuTepaTypHBIM TaHHBIM YaCTOTA BCTPEUAEMOCTH
curapoma [Iupcona cocrasmser 1:5000.

B nanHOIl cTarthe mpeAcTaBieH KIMHUYECKUN Cilydail y MajabiMKa ¢ BBISBIEHHBIM CHHIpoMmoM llupcona B
BO3pacTe 6 MmecsueB. Y pedeHKa ¢ pOKICHUS HaOMIoAasach OIEIHOCTh KOKHBIX MOKPOBOB, B OOIEM aHAIN3e
KPOBH aHEMHUS TKENON CTENeHH TsHKeCTH. MuenorpaMmMa rmokasana yMepeHHOe YCHIICHHE TPOonudeparuu 3pu-
TPOHMIHOTO POCTKA C HapyIIEHHEM CO3PEBAHMUS, JUCIPUTPO U ANCMETaKapHOLUTOIN093, YMEPEHHBII MOHOIUTO3,
KOJBIIEBUIHBIE cHAepoOnacTsl 45 %. MoneKyIsipHO-TeHETHIECKOE HCCIIEI0BAHNE BBIIBUIIO CIEAYyIOIIee: Ha Ma-
tepuane /IHK, BeIAETICHHON 13 KIETOK KPOBH M MOUYEBOTO OCAJKa MAallMeHTa, METOIOM MOIMMepa3HOi [emHon
PEaKIM OUeHb JUIMHHBIX ()PAarMEHTOB MAIMEHTY MPOBEJCH aHAIN3 HA HAJINYHE AeNeNnil MUTOXOHIPHATbHON
JIHK B pernose, rjae onucano OONBIIMHCTBO KPYMHBIX m3MeHeHui (m.6380-m.16567). Ha JIHK, Beinenennoii
U3 KJIETOK KPOBM M MOYEBOTO OCaJKa MaIUeHTa, BhIABIeHa fAenerus okono 3000 m.H. B TOMOIIa3MUYECKOM CO-
ctossHNN. Taxke y MaJTbiuKa IMEIOTCsl HEBPOJIOTHUECKHE HapyIeHus. B HacTosee BpeMs pebeHOK eKeMeCsTIHO
MOCTYTAET B OHKOJIOTHYECKOE OTAENEHNE TeANaTPUIECKOTO IEHTPa ATl TPOBEACHUS 3aMECTUTETBHON Tepannuu
KOMITOHEHTaMH Kposu. Habmromaercst remarogoraMmn COBMECTHO ¢ HeBpojoramu. Takke Ha MOCTOSTHHOH OCHO-
BE MOTy4aeT XeTaTOPHYIO TEPAITHIO U TEeParuio METUINPeJHN3010HOM. C IPOTHBOCYIOPOKHOH IIeNbI0: BUrabda-
TpuH. CHMITOMaTHYecKas Tepamus, COrIacHO peKoMeHaanmsaM ¢enepanpHoro nentpa: Kypcamu Pubodnasum,
Toxodepon (Butamun E), Kosusum Q, SnTapHas kucnora, L-kapautus, Tnamus.

Kuarouesslie ciioBa: cunipom [Tupcona, HOBOpOXIEHHbIE, IETH PAHHETO BO3PACTa, MUTOXOHPHOIIATHS, aHe-
MU, JTAKTaTalna03, MyTbTUCHCTEMHOE TIOpaskeHNe, TeMaTONIOTHsl, HEBPOJIOTHs, IEANATPHSL.
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A CLINICAL CASE OF PEARSON SYNDROME
IN A CHILD IN THE SAKHA REPUBLIC (YAKUTIA)

Abstract. Pearson syndrome (PS) is a rare multisystem disease with predominant involvement of the
hematopoietic organs, pancreas and liver, developing due to a defect in mitochondrial DNA. Most often, the first
clinical manifestations of Pearson syndrome in the form of anemia of varying severity appear in the first year of
life. The disease was first described in 1979 by Howard Pearson, who included in this syndrome sideroblastic
anemia, vacuolation of hematopoietic progenitor cells in the bone marrow, exocrine pancreatic dysfunction, and
early onset of the disease, usually before the age of 1 year. According to the literature, the incidence of Pearson
syndrome is 1:5000.

This article presents a clinical case of a boy diagnosed with Pearson syndrome at the age of 6 months. The child
had pale skin from birth and a general blood test showed severe anemia. In the myelogram: Moderate increase in
proliferation of the erythroid germ with impaired maturation, diserythro and dysmegakaryocytopoiesis, moderate
monocytosis, ring-shaped sideroblasts 45 %. In a molecular genetic study: on DNA material isolated from the
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patient’s blood cells and urinary sediment using the polymerase chain reaction of very long fragments, the patient
was analyzed for the presence of mitochondrial DNA deletions in the region where most of the major changes
were described (m.6380-m. 16567). DNA isolated from the patient’s blood cells and urine sediment revealed
a deletion of about 3000 bp. in a homoplasmic state. The boy also has neurological disorders. Currently, the
child is admitted monthly to the oncology department of the pediatric center for replacement therapy with blood
components. He has been observed by hematologists together with neurologists. He also receives chelation therapy
and methylprednisolone therapy on an ongoing basis. For anticonvulsant purposes: vigabatrin. Symptomatic
therapy, according to the recommendations of the federal center: Courses of Riboflavin, Tocopherol (vitamin E),
Coenzyme Q, Succinic acid, L-carnitine, Thiamine.

Keywords: Pearson syndrome, newborns, early age children, mitochondriopathy, anemia, lactic acidosis,
multisystem damage, hematology, neurology, pediatrics.

Brenenne

Cungpom [lupcona — peakoe MyIBTHCHCTEMHOE MHTOXOHIPHUAIHHOE ayTOCOMHO-PEIeCCHB-
Hoe 3a0oJieBaHMe, XapaKTepu3ylolieecs BPOXKACHHBIM HE()POTHUECKUM CHHJIPOMOM, HapyIICHUEM
KPOBETBOPEHUS, HEIOCTATOYHOCTHIO (PYHKITHH TOHKETYIOUHOM skene3bl U nedeHu [3]. Curmpom
[Mupcona BbI3bIBACTCS MyTaLMsIMU B T'€HE JIAMUHHMHA B2 WIIM OTCYTCTBUEM [2-ITaMUHHHA, KOTOPbI
SIBIISICTCSI HOPMAJIBHBIM KOMITOHEHTOM 0a3aJIbHBIX MEMOpPaH 3pesoro Kiayoouka, CTPYKTYp IepeTHIX
OT/ICJIOB IJ1a3 U HEPBHO-MBIIIEYHBIX BOJIOKOH [5]. ¥V crpamaromux 6omne3nsio [Inpcona Hapymenne
npoucxoauT B MutoxoHapuansHoit JIHK, Hapymaercs tpancnopt u okucinureiabHoe ¢ocdopuiu-
poBaHHE — KJIFO4YeBBIe dTambl B oOpa3zoBanmu AT®. [lepBriMu moBpekgaroTcs Hamboiee dHEpro-
3aBUCUMBIC TKaHU: HEPBHAA CUCTEMa, MBIIIIBI, B TOM YHCJI€ MUOKaAp/J, NMECYCHb U MOKCITyJOYHas
xkenesa. B Poccnn muarHoCTHpOBaHBI JIHINb SAMHUYHBIC CIy4dan. PaHee B mTuTepaType 3aperucTpu-
poBano oxoio 100 ciydaeB u 50 pa3nuIHBIX MyTalldid, HO 10 MePe yCOBEPIIEHCTBOBAHMS JUATHO-
CTHYECKUX KPUTEPUEB YCTAHOBJICHA MCTHHHAS YacTOTa BCTpedaeMocTH 3aboneBanus — 1:5000 —
1:10000 HOBOpOX)IeHHBIX. marHocTuka CII croykHa n3-3a peaKol BCTPEIaeMOCTH U pa3HOOOpa3us
KIMHUYECKUX NpOosiBIeHUN. YacTo KIMHUYECKUE MPOSIBICHUS 3a00IeBaHNsI HAYMHAIOTCS C aHEMHUH,
YTO MPHUBOIHUT K OMMOOYHBIM THArHO3aM Kele3oaepunuTHoi, B12-donueBoneduuTHoH, amna-
CTUYECKOH, cuaepodnactHol anemuu. CII MOXKHO 3aMmo03puTh HA OCHOBAHUW COBOKYITHOCTH Clie-
JYIOUIMX MPOSIBICHUI: MAaKpOLUTapHasi aHEMUSI, PETHUKYJIONUTOIICHHSI, BOSMOXXHO HEHTpONICHUs 1/
WU TPOMOOITUTOTICHHS, HOpMalbHOE co/iepkaHue BUuTamuHa B12 u ¢onneBol KUCIOTHI, TIOBBIIIE-
Hue (heppUTHHA, HOPMaJIbHOE WM TIOBBILICHHOE CO/IEPKAaHHE JKeJle3a B CBIBOPOTKE KPOBH, HTTH30/1bI
HEOOBSICHIMON MHOTOKPATHOM PBOTHI /WA HHCYIBTOMO00HBIE ATH30456!1. [IpH pokIeHnN 0OBITHO
netu ¢ CII umeror cpejHre aHTPOIIOMETPHYECKUE TIOKA3aTel , /10 To/la MOTYT HE OTCTaBaTh B (u-
3MYECKOM U IICHXOMOTOPHOM pa3BUTHH [1]. 3aboneBaHre 9acTo MPOTEKAST HETUITUYHO B TCUCHUE
HEOHATaJBHOTO TEePHOJa, B PE3yabTaTe Yero dTOT PEAKHI CHHAPOM YacTO AMATHOCTUPYETCS OIIH-
60uHoO [6]. Heremaronoruueckue CUMITOMBI, yKa3bIBAIOIIME HA MUTOXOH/IPHAIILHOE 3a00JIeBaHue,
4acTO OTCYTCTBYIOT IPH IMEpBOHAYaIBHOM IposBieHUH. Takum oOpazom, CII sBiseTcs BaXHBIM
nuddepeHnnanbHbIM AUAarHO30M TIPH M30JIMPOBAHHOM T'MIIOT€HEpaTHBHOW aHEMUHU B MIlaJieHue-
crBe. CHOHTaHHOE pa3pelieHHe aHeMUHU IMPOUCXOANUT Y ABYX TpPEeTel MaIMeHToB B Bo3pacTte 1 — 3
JIET, B TO BPEMsA KaK MYJIBTUCUCTCMHBIC HEITE€MATOJIOTHYCCKHUE OCJIOKHCHUSA, TAKME KaK 3aJICPIKKa
pocTa, MBIIIeYHass THIOTOHUS, HEIOCTaTOYHOCTh ITOJUKETYI0YHOM JKee3sl, modeyHas TyOynora-
THA U CepACYHBIC HApPYIICHUS, Pa3BUBAIOTCS B TeUeHUE Bcell knuHUKN [7]. JlabopaTopHas auarHo-
CTHKA 3aKJII0YaeTCsl B MOJIEKYJSIPHO-TE€HETHYECKOM HccienoBanu MetoqoM [P oyeHb JUIMHHBIX
¢parmenToB (Long-PCR). Ananuz Ha JIHK, BIIeIeHHOM U3 KIETOK KPOBH M MOYEBOTO OCaKa, Ha
Hanuuue nenenuii MutoxouapuansHoil JIHK B paiionax, rae onucaHo OOJBIIMHCTBO U3MEHEHHI
(6380 — 16 567), B roMorazMuueckom coctossHuH [2]. CrienuduyecKux METO0B JICUEHHs CHHIIPO-
Ma [TupcoHa He cymiecTBYeT, U JISUCHHE SBISETCS MOoAAepKuBaonuM. [Iporno3 HebIaronpusTHHIN
13-3a MPOTPECCHUPYIOIIEro HapyIIEH!Us (PYHKIIMH MOYEK M OCJIOKHEHNH B BUJIE MOYCYHOI HEeaO0CTa-
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TOYHOCTH, TIPOJOIDKUTEIBHOCTD )KHU3HU TTAlMEHTOB, Y KOTOPHIX MaHU(ecTanus 3a001eBaHus Mpo-
M30IIUIA B TECUCHUE TEPBBIX MECSIIEB MOCIJIE POXKACHUS, COCTaBIsIeT He Oonee 2 — 3 et [4].

Lean uccenoBaHusl — ONMCAHUE PEIKOTO KIMHUYECKOTO CIIy4asi MUTOXOHPUAIbHOTO 3a0oJie-
BaHMs — cuHpoMa [Inpcona y peGenka.

Marepuajibl 1 METOAbI

[TpoBeneH peTpOCHEeKTUBHBIN aHAIU3 UCTOPH OOJIE3HH peOdeHKa, HAXOJUBIIETOCS B OHKOJIOTHYE-
ckoMm otaenennu [T TAY PC (S) «PB Ne 1 — HIIM um. M.E. HukonaeBa». B oHKoJIOTHYECKOM OT/Ie-
JICHUH TPOBECHO MOIHOE yrTyOiieHHOe oOcenoBanue. [IpoBeieHb! 1abopaTopHbIe aHaIH3bI (00U
aHAJIM3 KPOBH M MOYH, OMOXMMHUYECKHH aHAIIN3 KPOBH, MCCIIEI0BAHIE CBEPTHIBAIONIECH CHCTEMBI), HH-
crpymenTansuble uccaenosanus (Y3U OBII, OKI, HCI, 93I"), koHCynbTanun y3KUX CIIEHAINCTOB.

Kiannnuecknii ciryqait

HoBopoxneHHs1ii pebeHOK, MamsanK, pommics B saBape 2023 roma, oT 8 OepeMeHHOCTH, OT 5
POZIOB, OHOIIEHHBIM, B cpoke 41 Henens. Poapr ecrectBennslie. [To Anrap 7/8 Gamios, B Kpaiine
TSKEIIOM COCTOSIHUM, ¢ Maccoi tena 3450 1, poctom 53 cM. BekapmiiuBanue rpyaHoe 1o 1 mecsua,
Jlaliee UCKYCCTBEHHOE MOJIOYHOM cMmechio «Hectoxen». Y pebeHka ¢ poxkaeHus: oTMeuaercs: Onen-
HOCTb KOJKHBIX ITOKPOBOB, JIbIXaTelIbHasi HEAOCTATOUHOCTD, MBIIIEUHAsI TUIIOTOHUS, TUITOPE(IICKCHSI.
ITocraBnen 1uarHo3: BpOKAECHHAs HOPMOXPOMHAsI aHEMHUSI HEYTOYHEHHAs!, TSXKEIION CTEHEeHH; TPOM-
OorMTONEeHNS; IEpUHATAIBHOE OPaKEHHE IIEHTPAJIbHOM HEPBHOM CHCTEMbI THIIOKCHYECKOTO TeHe3a,
OCTpBIM MEPHO/; BPOKACHHBIN TOPOK CepAna; Ae(eKT MEXIIPEACEepAHON MePEropoiKN; reMopparu-
4eckast 00JIe3Hb HOBOPOXKICHHOTO, paHHsist (hopMa, JIeTKoe TeueHue. PeOCHOK HAXOMUIICS B OTACICHUN
MIaTOJIOTUM HOBOPOXK/IEHHBIX Aerel [leanarpudeckoro neHTpa, HAa MOHHTOPHHIE OT/ICJICHHS aHecTe-
3HOJIOTUH, PEAHUMATOJIOTUN U UHTECHCUBHOM TCpanuu, rae OB IMPOBEACHBI IEPECINBAHUA KPOBU C
WHIIMBHIYAJIbHBIM 11000poM. B o01em anaim3e KpoBH BBISIBICHA aHEMUS C YPOBHEM I'eMOIVIOONHA
94 — 105 1/n. KuCIOTHO-O0CHOBHOE COCTOSTHHE peOeHKa: KOMIIEHCHPOBAHHBIN PECIMPATOPHBIHN anka-
n03. Kapnuomapkepsr: KOK 864,5 en/n, KOK-MB 30,06 ex/n, NT-proBNP 992,0 nr/mi. OOrwmii 6u-
mupy6us 102,7 Mxm/i, ipsmoit 8,92 mxm/i, CPB 5,21 mr/n, moueBuHa 3,84 MMOITB/11, KpeaTHHUH 69,7
MKMOJI/J1. OOIIMiA aHATN3 MOYH: [[BET CBETIIO-KEJIThIN, Ipo3padHasi, yaeabHbId Bec — 1010, peakius
KrcIasi; 00K, JIEWKOIUTHI, SpPUTPOLUTHI — OTpHLATENIbHBIC. Bhimican ¢ remornioonaom 124 1/m.

B mapte 2023 roza B Bo3pacTe AByX MECAIEB PEOCHOK MOCTYIHI AJIs OOCIICIOBAHUS U JICUCHUS
B OHKOJIOTHYECKOE OoT/eieHne [leanarpudeckoro neHTpa ¢ xajaodaMu Ha TSHKETYI0 aHEMHIO (0OIui
aHaJIN3 KPOBH: TeMONIOOHH 69 T/1), meproandeckne 0TKa3bl OT KOPMIICHHH, Bstoe cocanue. [Icuxo-
MOTOPHOE pa3BUTHE /0 | roja: rojoBy JepKUT ¢ 1 Mecsla, IYJIUT ¢ 2 MecsLeB, B3I GUKCUPYET,
CITyXOBasl peakLus IMoNoKuTeabHas. [IpodunakTnyeckne NPUBUBKN: MEJUIMHCKAN OTBOJL MO COCTO-
STHUIO 37I0OPOBBS. AJUIEProJOTHYECKUN aHaMHE3 — CIOKOeH. HacnencTBeHHOCTh He OTATOIIeHa. 3a
BpEMSI HAXOXK/ICHHSI B OTIICIICHUH ITPOILEI 00CIIeI0BaHMs: HeHpOoCcoHOTpadyst — yMEpeHHast IUIaTalys
JIEBOTO OOKOBOTO JKEITY0UKa; dXOKaparuorpadus — OTKPHITOE 0BajbHOE OKHO 0,22 CM; TOTIOTHUTEIh-
HbIE TPAOEKYJIBl B MMOJIOCTH JICBOTO XKETYJ0UKa; PEHTTeHOrpadusi OpraHoB I'PYTHOM KIETKH — THIIep-
BOJIEMUSI IO MAJIOMY KPYyTY KpPOBOOOpAIIEHUs; SlIeKTposHIedanorpadus — 6noanekTpuieckast akTuB-
HOCTb TOJIOBHOTO MO3Ta ()OPMHUPYETCSI 110 BO3PACTY; YABTPA3BYKOBOE UCCIICIOBAHUE BHYTPEHHHX Op-
TaHOB — YallIEYHO-JIOXaHOYHAs CHCTEMa JIOXaHKa CJIeBa paclIupeHa 0 8 MM, MHeJI0dKTa3us. JJaHHbBIX
3a TeMOJIN3 He BBIABICHO. Brimmcan ¢ remormoonHoM 86 1/1. Ilomy4yms 3aMecTHTENbHYIO TEParuio
SPUTPOLUTHON B3BECHIO 110 HHAMBUIYAJIBHOMY HO100DY.

B ampene 2023 roga peOSHOK MOBTOPHO B SKCTPEHHOM MOPSIKE MOCTYIHI B OHKOJIOTHYIECKOE
OT/IeNIeHHE C JKao0aMM Ha TSDKENIYI0 aHeMHIO, OJIETHOCTh KOXKHBIX TIOKPOBOB, Bsijoe cocanue. [o
JITAaHHBIM MHEJIOrPaMM OTMEYarOTCsl IYHKTAThl KOCTHOTO MO3Ta KJIETOUYHBIE, IYHKTAT MPaBOM 3aHei
MOJIB3/IO0IIHOM KOCTH KpaiiHe THIIOKJICTOYHBINA. YMEPEHHOE YCHIICHHE MPOTH(epanuu 3pUTPOHIHOTO
pOCTKa C HapyLIEHUEM CO3PEBaHUS, IUCIPUTPO U JAUCMEraKapHOLUTOIN033, YMEPEHHbIH MOHOLIUTO3,
KOJBLEBUIHBIE cuepodnmactsl 45 %. 330daroractpogyoneHockonus: Pediroke 330(harut He3po3nB-
HbIH. [Tomyunst 3aMecTUTENbHYIO TEPAITHIO SPUTPOIIUTHOM B3BECHIO 110 MHIIUBHIYAILHOMY 10J00DY.
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B mae 2023 roxa Obuta HampasieHa Beimucka B ®I'BY «HMUILL JII'OU um. 1. Porauesay, mo
pe3ynbTaTy TeNeMEANIIMHCKON KOHCYJIBTAIlMN PEKOMEH/IOBAHO OIIPE/CICHHE YPOBHS JIaKTaTa B ChI-
BOPOTKE KPOBH, MOJICKYJIIPHO-TCHETHYECKOE HCCIeJOBaHNE KPOBU Ha CHHAPOM [IupcoHa B Meanko-
TeHeTUYECKU LeHTp, I. MockBa

B wurone 2023 roma MOSBHINCH KaloOBl HAa OECIIOKOHCTBO, TPEMOpP PYK, KHBAaHHUS TOJOBOM.
[To snexrposnuedanorpadun SnuIenTUPOPMHBIA MEKITPUCTYITHBINA MATTEPH TUIICAPUTMUH, YUUTHI-
Bas KaJIOOBI M 3aKIIFOUEHHE AEKTpodHIedasorpaduu, peOCHKY OBUT MTOCTABICH TUATHO3 CHHAPOM
Becra u Ha3HaueH [lenakuH ¢ IpOTUBOCYIOPOKHON LIEIBIO.

20.07.2023 r.: B3aT 00Opasen KpOBH AT MOJCKYISIPHO TEHETHYECKOTO HCCICOBAHUS: HAa Mare-
puane IHK, BeIeICHHOM M3 KIETOK KPOBH M MOUEBOTO OCAJIKa MAIlHEHTa, METOIOM MTOJIMMEpa3HON
LEITHOW peakuuy OYeHb JUIMHHBIX (PParMEeHTOB MALMEHTY MPOBEACH aHAIM3 Ha HAJIWYME JCICLUH
vutoxoHapuansHoi JIHK B permone, rae ommcano OOJMBIIMHCTBO KPYMHBIX M3MeHEeHHH (m.6380 —
m.16567). Ha JIHK, BbIienieHHOM U3 KJICTOK KPOBH M MOYECBOT'O 0CA KA MAI[MCHTA, BBISIBIICHA JCIICIIUS
okouto 3000 m.H. B roMOIIa3MUYECKOM COCTOSHUU.

24.07.2023 1. peOcHOK ObUT Ha OYHOM KOHCYyJbTalMu remarojora B ®I'BY «HMUIL] AT'OU
nm. /1. PoraueBa» . MockBa, THarnos: Jipyrue cuaepooIacTHbple aHeMUH. B3sIThl aHAIM36I M OTIPaB-
JICH Ha KOHCYJIBTALUIO K TEHETHKAM.

C 24.07.2023 — 01.08.2023 r.: rOCIUTAIU3UPOBAH B CBA3U C CYJOPOraMU B HKCTPEHHOM IOPSAKE
B HeBposorudeckoe otaeneane ['BY3 «Moposzosckas I'KB JI3M» ¢ mumarHo30M SMujIenTHIecKast
3HI.[e(baJ'IOHaTI/I§I C CUHAPOMOM I/IH(i)aHTI/IJ'H)HI)IX CIIa3MOB. HpOBeI[eHLI HCCJICAOBaHUA: MarHUTHO-pE-
30HaHCHAs ToMorpadus rogoBHOro Mo3ra 29.07.2023 r. MarHUTHO-pe30HAHCHASI KapTHHA YMEPEHHO
BBIPOKCHHBIX JUCTPOPUUCCKUX U3MEHEHHH OOJIBIINX MONYIIAPHHA TOJIOBHOTO MO3Ta C 3aMECTHTEIb-
HBIM pacUIMpPEHUEM JIMKBOPHBIX ITPOCTPAHCTB.

B aBrycre 2023 roma o0cnenoBaH y TeHETHKA, IT0 PE3yIbTaTaM MOJIEKYIIPHO-TeHETHYECKOTO HC-
CJIE/IOBaHUsSI BHICTABIICH IMArHO3: 3a00JICBAHUE U3 TPYIIIBI MUTOXOHIPHAIBHBIX, 00yCIOBICHHOE Jie-
neredt muroxoHnpuanbHoit JIHK (memermst okomo 3000 1m.H) B roMoIuta3Muu cuHApoM [IupcoHa.

B Hacrosiiee Bpemsi peOESHOK €XKEMECSIYHO ITOCTYNAeT B OHKOJIOIMYECKOE OT/ICIICHHE TeIUaTpH-
YEeCKOTO HEHTpa JUIsl MPOBEJCHUS 3aMECTUTEIBHONW TEepanmuu KOMIIOHEHTaMn KpoBu. HaOmromaercs
reMaroIoraMi COBMECTHO C HEBPOJIOTAMH, Ha ITOCTOSHHOW OCHOBE IOJTyYaeT XEJIATOPHYIO TEPAIHIO
U TEepaIio METHINPEJHN30J0HOM. C IPOTUBOCYIOPO’KHOM 1eNblo Nomyyaer Buradbarpud. Cummro-
MaTH4YecKast TEPAITHsi CONIACHO PEKOMEHAAIMSIM (eZepaibHOTO IEHTpa: KypcaMu pruOodIaBuH, TOKO-
¢depon (Buramut E), kosH3uM Q, siHTapHAS KUACIIOTA, L-KapHUTHH, THAMUH.

3aki04enue

Cunnpowm I[Tupcona — pepkoe MUTOXOHAPHATIBHOE 3a00JIEBAHNE C MYJIBTHCUCTEMHBIM MOPAXKEHH-
eM. JlnarnocTrka qaHHOTO 3200JI€BaHMS JOCTATOYHO 3aTPYIHUTEIIFHA BBUJLY PEIIKOH BCTPEUaeMOCTH,
B Poccum 3aperncTpupoBaHbl IHUIIb eAUHUYHbBIE CiTydan. CIOKHOCTD AMATHOCTHKH 3aKIFOYAETCS B
MYJIBTUCHCTEMHOM TMOpaXeHHH M OBICTpOH mporpeccun 3aboneBannsi. OCHOBHBIM METOJOM BBISIB-
JieHns1 OOJIE3HU SIBIISCTCS MOJICKYJISIPHO-TeHETHUYECKOe HccienoBanue. KimHndeckast KapThHa HavdH-
HAETCsI C TeMaTOJIOTHYECKUX N3MEHEHUH, HapyIICHUs CO3PEBAHUS KPOBH B KOCTHOM MO3Te, MPEex/e
BCETO BBIPAOOTKM APUTPOLIMTOB — CHACPOOIacTHOM aHeMun. CTaHAapT JICYCHUS 3aMECTUTENbHAS U
CHUMIITOMaTHYECKas TEPaIus Ui 00JIerdYeHns COCTOSHUS 1 POAJICHNUS ®KU3HU O0NbHBIX. [IporHo3 3a-
OosieBaHMsI HEOIATOIPHUSITHBIHN, B CPEHEM IIPOIOJDKUTEIBHOCTD XKHU3HU JieTeil ¢ cuHapomoM [upcona
cocTaBisieT 2 — 3 Toa M3-32 OTCYTCTBHSI THONATOTCHETHIECKOH Tepanni. boIbIIMHCTBO JIETANbHBIX
CJIyyaeB CBSI3aHO C HApaCTAIOLIMM JaKTarau1030M. [IpoduiakTudeckne MeponpusTus B BUjE npe-
HaTaJIbHON AMArHOCTHKH W KOHCYJBTAllMU TeHETHKOB Tap, INIAHUPYIONINX 3aBECTH peOeHKa, 3aTpy/l-
HUTENBHBI B CHIIy TOTO, 9YTO MuToxoHapuanbHas JIHK mepemaercs miomy Jumib OT MaTepw, a st
TIPOSIBJICHUSI CHHIPOMa HEOOXOAMMO MHOKECTBO JedeKkTHbIX MuTOXOHApHanbHbIX JIHK, kommuecTBo
KOTOPBIX OTIPECIISIIOT CIyqaiiHbIe (JaKTOPHI.
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