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Cnyuyau cuugpoma MupcoHa y rpyaHoro pebeHkKa.
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Llenb cTatbu: 03HaKOMUTbL Bpayeii-HEOHATONOrOB, NEANATPOB, FEMATO/IOTOB U OHKOJIOTOB C 0COGEHHOCTAMN AUArHOCTUKY, KNMHUYECKUX NPOsAB-
neHuit n neyenus cunppoma Mupcona (CM) y peteit.

OcHoBHble nonoxeHus. CM oTHocUTCA K rpynne MUTOXOHAPWanbHbIX GonesHeid. 3T0 MynbTUCMCTEMHOe 3abonesaHue € npeobnagalownm
BOBJIeYEHNEM CUCTEMbl KDOBETBOPEHMSA, NOMKENY[0UHON XKenesbl U NeyeHu, pa3BuBatolieecs BcnecTeme gedekta MutoxoHapuansHon [HK.
MaHnundecraums Cll xapakTepu3yeTca KOCTHO-MO3rOBOM HEJOCTaTOYHOCTbIO Y AieTeil B BO3pacTe Ao 1 rofa, KoTopas 3actaBaseT NpoBOANUTb AN-
(hepeHLManbHyI0 AMArHOCTUKY C APYrMMU remMatonornyeckumn 3abonesanusmu. B cratbe npegcrasneH pasbop kpaiiHe pefKoro KAMHUYECKOro
clydas 3ab0neBaHus, NPOABUBLIErOCA C POXAEHWUS TPAHCHY3MOHHO-3aBUCUMON aHEMUEN, YMEPEHHOI TPOMOBOLUTONEHUER 1 NONMOPraHHOM
HEe0CTaTOYHOCTbIO.

3aknioyenue. [lnarvoctuka Cl cnoxHa u3-3a pefKoit BCTPeYaeMocTy U pa3Hoobpasuns KIMHUYECKUX NposBaeHui. NIporHo3 xu3Hu npu 3abo-
neBaHUM He6NAronpUATHbINA B CBA3W C MPOrPECCUPYIOWUM HEKOHTPONMPYEMbIM aKTaTaLMA030M.
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Article Objective: to introduce neonatologists, pediatricians, hematologists and oncologists into peculiarities of diagnostics, clinical signs
and therapy of Pearson syndrome (PS) in children.

Key Points. PS is a mitochondrial disease. It is a multisystem disease, involving primarily the hemopoietic system, pancreatic gland and liver
and caused by a defective mitochondrial DNA.PS manifestations are marrowy deficiency in children of up to 1 year old which leads to
differential diagnostics with other haematological diseases.The article describes a very rare clinical case of the disease which manifested
itself from the very birth with transfusion-dependant anaemia, moderate thrombocytopenia and multi-organ failure.

Conclusion. PS diagnostics is quite difficult due to its rare occurrence and various clinical manifestations. The outcome prognosis is poor
due to progressive uncontrolled lacticacidemia.
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uHapom Mupcona (CM) BxoauT B rpynny Tak Ha3biBaeMblx
MWUTOXOHAPUANbHbIX GonesHeit (MB) — HacnepscTBEHHbIX
3aboneBaHui, CBA3aHHbIX C fedekTaMmn (yHKLUOHUPOBa-
HUA MWUTOXOHAPWMA, NPUBOJAWMMMU K HapYLWeEHWUD 3HepreTuye-
cKoro Metabonnsma B KneTkax. TepMUHOM «MUTOXOHAPUANbHblE
6onesHu» 0603HavatoOT paccTpoicTea GyHKLUOHUPOBAHMS INeK-
TPOHHO-TPAHCMOPTHOM LEenu 1 okucauTensHoro docdopunnpo-

B 3HauMTenbHOW CTeneHu BnUslOWeEN Ha AeTcKylo 3abonesa-
€MOCTb, NHBANMAM3ALMIO U CMEPTHOCTb. lepBoHayanbHo 6ones-
HU [AHHOI rpynnbl paccMaTpUBanuCh Kak pefikue, B HacTosllee
BpPeMs, MO [AaHHbIM Pa3HbIX aBTOPOB, 4acToTa 3aboneBaHui
coctaniseT ot 1: 10 000 go 1 : 5000 HaceneHus [1-4].
OYHKUNU MUTOXOHAPUIA KOHTpONUpytoTCs Kak saepHoit JHK
(afHK), Tak u mutoxongpuansHoit AHK (MTAHK). MocnepHss
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cy6beanHMLbl INEKTPOHHOM AblXaTenbHO Lenu. B kaxgon knet-
Ke cogepxarca cotHu konuit MTOHK, Tak Kak Kaaas MUTOXOHA-
pus BKMtoYaeT B cebs oT 2 go 10 upeHTMYHbIx Konuit OHK, a B
KaX[0M KNeTKe COAEPKMUTCA MHOXKECTBO MUTOXOHAPUIA. MyTauus
MOXeT BO3HWKaTb BO Bcex komuax MTOHK B knetke (Takoe
COCTOSHME HA3blBAETCA rOMOMNasMuein) WaM B 4YacTu Komwii.
Ecnu Tonbko yactb konuit MTOHK HeceT B cebe natonornyeckyo
NoC/ef0BaTeIbHOCTb, TO TaKOe COCTOsHWE 0603HAYaloT TepMu-
HOM «reTeponnasmus». KnnHudeckue nposBAEHUA BO3HUKAIOT,
KOrfia reteponnasmus AOCTUraeT NoporoBoro ypoBHs, BENMYNHA
KOTOPOro 3aBWUCUT OT TAXECTU MyTaLuuu W YCTOMYMBOCTM TKaHM
K NOBpeXaeHHOMY 3HepreTuyeckomy metabonusmy [5].
HacnepoBaHue mtAHK npoucxogut WCKAKYUTENBHO NO
MaTEPUHCKOW NUHUK, TaK Kak nocne onnopotBopeHus MTAHK
cnepmaro3ounpa nnsupyetcs. VIMeHHO MaTepuHcKas fiiLekneTka
CNYXKUT UCTOYHUKOM MUTOXOHAPUIA Ans opraHusma pebexka [1].
BbigensaoT pap Knaccuyeckux MUTOXOHAPUAbHBIX CUHAPO-
MOB, 00Was XapaKTepuCTUKa KOTOPbIX MpefcTaBneHa B mabu-
ye [5, 6]. NMpu cungpomax MupcoHa, KepHca — Ceitpa, MERRF
(anrn. myoclonic epilepsy with ragged red fibers — muo-
KNOHYC-3nUnencus € pBaHbIMM KpacHbiMu BonokHamu), NARP
(aHrn. neuropathy, ataxia, retinitis pigmentosa — HeBponarus,
aTakCus M NUrMeHTHbIA peTuHuT), MELAS (aHm. mitochondrial
encephalomyopathy, lactic acidosis, and stroke-like episodes —
MUTOXOHAPWaNbHasA 3HUedanonaTus, nakratauupao3 U WHCYNb-
TONoA06HbIE 3NKU30[bl) BbIABASETCA W30/AMPOBAHHAA MyTaUMs B
MTOHK, B ocTanbHbIX ciyyasx npoucxofaT mytaumn B reHax sHK.
CN — myneTMcucTeMHOe 3aboneBaHue ¢ npeobnagawwum
BOBJIeYEHWUEM CUCTEMbl KPOBETBOPEHUSA, NOKENYA0UYHO Kene-
3l (MXK) u nevenwn, passuBaloweecs BcnepcTeue pedekTta
MTOHK. OHo G610 BNepBble onucaHo B 1979 r. npod. foBapaom

MupcoHom (H.A. Pearson). M3HauyanbHO AaHHbIi CUHAPOM BKITIO-
yan B cebs pedpaKkTepHyO cUaepo6nacTHYIO aHEMUIO, BaKyOu-
3aUMI0 TeMoMno3TUYECKUX KNEeTOK-NpeAllecTBEHHUL, B KOCTHOM
MO3re, 3K30KpUHHYK aunchyHkumnio MK n xapaktepusosancs
paHHuM peGloTom — B Bo3pacTte fo 1 roga [7]. Tonbko yepes
10 neT y NaLMeHTOB C NMOAOGHBIM CHMNTOMOKOMNNEKCOM Bbisi-
BUAN MOJEKYNAPHO-TeHeTUYeCKUn fedeKkT B BuAe KPYmnHOM
Leneuun B reHoMe MUTOXOHAPWIA, YTO no3sonuno otHectu CI
K MUTOXOHApWonatusm [8].

Kak npasuno, npu CIl nopaxatTcsa pas3nuyHble Oprabl
W CUCTEMBbI, MPUYEM C TEYEHUEM BpPEMEHU BO0e3Hb Mporpeccu-
pyeT ¢ BoBieYeHnem Bce bonblero yncna cuctem. K noyeyHsim
NpOABNEHUAM OTHOCATCA TyOynonatus C CUHLPOMOM aMUHO-
auupypuu (c passutuem cuHpgpoma pe Tonu — [lebpe —
®ankoHn) [9]. MMopaxeHue neyeHu BCTpeyaeTcs B BUAE
renatomeranuu, CUHAPOMAa XONecCTasa, XWPOBOW Anuctpocuu,
cuHApoma uutonusa. Yacto Habniogaercs dubpos MXK, npo-
ABNAOWNIiCA Manbabcopbuueid, cTeatopeeil U HapyleHueMm
TONIEPAHTHOCTM K [NIOKO3e BMIOTb A0 WHCYNMHO33BMCUMOrO
caxapHoro auabeta [10]. C Bo3pactom CI npuobpeTaer yepTbl
Apyroi mutoxoHapuonatum — cunppoma KepHca — Ceitpa,
npu KOTOpOM HabnoAaTCA 3afepKa HU3NYECKOTo pa3BuTHS,
oTanbmMonnerus, atakcus, NUrMeHTHaA peTUHONATUA, HapyLle-
HWe pUTMa cepaua u muonatus. [ematonornyeckme NposBAEHNSA
npu NogobHOM CUHAPOMe He BblpaxeHsl [11].

Mpu CM moryT GbITb HEBPOJIOrMYECKME PACCTPOIICTBA B BUAE
MbIWEYHO TMNOTOHWUK, 3afepXKW Pa3BUTUSA, aTakCuu, NOBbI-
LWeHWs COfiepxaHus 6enka B NMKBOPE, MHOTAA MOXET Pa3BUTb-
€ mojocTpas HekpoTuaupywowas 3Huedanonatmus [12, 13].
Hesponoruyeckne npossneHns npu CI cxopHbl C cUHApO-

Mom Jles [14].
TabAumna l

OcHOBHBIE MUTOXOHAPHAABHBIE CHUHAPOMEI [5, 6]

CuHppom

KnuHunuyeckaa kaptuHa

leHeTuveckumn pedekr

Mporpeccupyiolas
HapyxHasa odranbmonnerus

nporpeccupyiolias opranbMonnerus, nto3

peneuns MTOHK, mytauns
reHa POLG1

Cunppom Keprca — Ceitpa

MaHudecTaums o 20 net, ohTanbMONNErus, MUrMeHTHas
pEeTUHONATMS, aTaKCUsA, aTPUOBEHTPUKYNAPHAA BoKaza,
KOHLeHTpauus Genka B nnkeope 6onee 1 r/n

neneuus/pynnukauus MTAHK

CuHppom MupcoHa

CMﬂepO6ﬂaCTHaﬂ adHeMuA, NnaHKpeaTu4yecKasa JJ.VICd)yHKLI,Mﬂ

neneuus/pynnukauus MTAHK

MELAS MUTOXOHLpUaNbHas 3HUedanonaTus, naktataLuuaos, 80% — m.3243A>G;
MHCYNbTONOA00HbIE COCTOAHMA; APYTUE KAMHUYECKNE 20% — ppyrue mytauum mtAHK
NposBAeHUs: caxapHblit AnabeT, MyxoTa, KapanoMMonaTus

MERRF MUOKNOHMYECKAA INUNENCUA U MUONATUA C PBAHbIMM KpacHbiMM | myTauus MTOHK m.8344A>G

BOJIOKHaMUu, KapauomuonaTtua, oemeHunsa, myxorta; TMnnyHa
MaHVICbECTaLI,Mﬂ BO B3POC/IOM COCTOAHUN

Cunpgpom Anbnepca

ne4yeHO4YHasa HeAOCTAaTOYHOCTb

yMepeHHOe OTCTaBaHNE B YMCTBEHHOM pPa3BUTUN, B3PbIBHOE
Hayano HeKynupyeMbix Cyfopor, LepebpanbHas atpodus,

myTauma resa POLGI

CuHppom Jles

MaHU(EeCTaLMUs C MbIWEYHOM TUNOTOHUM U 330 PHKKM
NCUXUYECKOro pa3BUTUSA, 0ObIYHO B BO3pacTe A0 2 NeT;
nocTeneHHoe NPorpeccupoBaHue NPUBOAUT K AUCTOHUY,
HapyLWeHWo CTBOOBbIX YHKL il

myTauus reHa SURF1,
Komnnekca I unm
NUpPYBaTAETUAPOreHa3bl

CuHppom bapta

X-cuenneHHas KapguMoMMUonaTus, MUONATUA CKENETHOW
MYCKyNaTypbl, HEWTPONEHUs, 3aiepXKKa pocTa

MyTalus B reHe Tafazzin

NARP

MblleYyHasn cna6ocn;, dTaKCua, NUTMEHTHAA peTuHonaTua

mytauus MTAHK m.8993T>G

[Tpumeganus.
1. MTAHK — mumroxouapmassaas AHK.

2. l'east POLGT, SURFT, Tafazzin pactioaaratores ua siacpaoir AHK.
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Insa CN xapakTepHo 06HapyXeHWe B KOCTHOM MO3re BaKyo-
JIN3MPOBAHHBIX TPaHyn B 3PUTPOUAHLIX NpefLecTBeHHUKAX
M KONbLEBUAHBIX CMAEep06aacTOB nocne OKpacku GepnuHcKom
Nasypblo, Y4TO MOXKeT ABAATbCA creuuduyeckum Mapkepom
paHHoro 3aboneBaHus. B nepudepuyeckoit KpoBu 6GONbHBIX
HabNloaeTcs MaKpoLUTapHas aHeMUs, BO3MOXHO BbifBNeHWe
HEMTPONEHUU /MUK TPOMOOLUTONEHUN, ITU U3MEHEHUS OYEHb
4acTo COMPOBOXAAIOTCA MOBbIWEHUEM COAEPXKAHWUA nakTata
¥ runepnaktarauuposom [15].

OunarHoctuka CM cnoxHa wn3-3a pefKoil BCTPeYaeMocCTy
M pasHoobpasns KAMHWUYECKUX NposBneHuii. 3aboneBaHue
4acTo AeGKTUPYET C aHEMUM, YTO MPUBOAMUT K OLWIMOOYHbLIM Anar-
Ho3aM enesofeduuutHoi, B ,-dhonnesopeduumnTHoR, annac-
TUYECKOI aHeMuU.

CN MoxHO 3anof03puUTb Ha OCHOBAHUKM COBOKYMHOCTU Cle-
LVIOWMUX NPOABAEHUIA: MaKpoOLUTapHas aHeMus, peTUKynouu-
TONEHUS, BO3MOXHO Hanu4yue HeUTPONEHUW W/UAn TpOMOOLM-
TOMEHWH, HOpManbHOe CofiepKaHne BuTaMmmHa B, u donvesoit
KUCNOTbI, MOBbIWEHUE YPOBHA (EppuUTUHA, HOpPManbHOE WU
NOBLIWEHHOE COflePKaHUE Kene3a B CbiBOPOTKE KPOBW, 3Mu-
30[bl HEOOBACHUMON MHOTOKPATHOM PBOTbI W/WMAKU MHCYNLTO-
nopo6Hble anusopsbl. Mpu poxaeHun fetu ¢ CMN o6bIYHO UMeKOT
cpefHMe aHTPOMOMETPUYECKIME NOKA3aTeNM, 1O FOAA He OTCTaloT
B (OM3MYECKOM 1 MCUXOMOTOPHOM Pa3BUTUU.

CoTpymHWKM HaunoHanbHOro MeANLLMHCKOTO NCCNefoBaTeNb-
CKOro LieHTpa AeTCKOit reMaToiorun, OHKONOTMM U UMMYHONOTY
um. [l. Porauésa (danee — ®IbY HMUL [JTON um. []. Poeauésa)
1 Poccunitckoro HaLuMoHanbHOro UccnesoBaTenbckoro MefuLmH-
ckoro yHusepcuteta um. H.W. TMuporoBa Ha ocHoBaHWUM NuTe-
paTypHbIX [AHHbIX M COOCTBEHHbIX HabnAeHMI pa3paboTanu
auarHoctuyeckue kputepum CI [5].

OcHoBHble nposiBnenns CMN: nakTataunpo3 (Hanbonee nHdop-
MaTUBHO OMNpejeNneHne YpoOBHA NaKTata B JIMKBOPE); MaKpOLM-
TapHas aHeMUs C HEafleKBAaTHO HU3KMUM COAEpXKAHUEM PETUKY-
JIOUMTOB/NaHUMUTONEHMEN; neperpy3ka xene3oM (MoBblleHUE
cofepaHus enesa, GeppuTUHA B CLIBOPOTKE KPOBU); Xapak-
TEpHas BaKyoJM3aLms LUTONNA3Mbl MUENOUIHBIX U 3PUTPOUTHbIX
NpealwecTBEHHUKOB; KONbLEBUAHbIE CUAepobnacTbl B KOCTHOM
Mo3re (nocne oKpacku 6epNMHCKON Nasypbio); KpynHas feneums
u gynavkauus mTAHK (BblgeneHne HK u3 neiikoumntos) [5].

[ononHuTenbHble [AMArHoCTUYECKUE KPUTEpUU: Mopaxe-
HUe rneyeHu (rematomeranus, CMHAPOM LMTONM3a — MOBbILe-
Hue yposHeit ANT, ACT, wenoyHoit doccarassl); cnneHomera-
nusa; puchyHkuma u/wnu atpodus MK (xpoHuueckas puapes,
Manbabcopbums, cTeatopes, HapylleHWe TONEPAHTHOCTU K Mto-
K03€); HEBPOJIOTUYECKME PACCTPOICTBA (MbllIEYHAS TUNOTOHUS,
3ajepxKa pa3BUTUSA, aTakcus, MOAOCTPas HEKpPOTU3Mpylowwas
3HUedanonatus, WHCYNLTONOAOOHbIE 3nMu304bl); Tybynonarus
(rmoko3ypus, dochatypus, amMUHOALULYPUA); IHAOKPUHHbIE
HapyweHns (caxapHbliil fuabeT, rMNOTMPeo3, rMnonapaTmpeos,
peduunT ropmoHa pocra) [5].

[Ins noctaHoBku puarHosa CM Heob6XoguMbIM yCNOBMEM
ABNAETCA HANMYME NATU KPUTEPUEB OCHOBHOM rpynmbl UK TPexX
OCHOBHbIX KpUTEPUEB B COYETAHUMN C TPEMSA KPUTEPUAMU AONON-
HUTeNbHOM rpynnbl [5].

Manudectauus 3aboneBaHus HAYMHAETCA C KOCTHO-MO3-
roBoii HeAoCTaTOYHOCTM y AeTed B Bo3pacte Ao 1 ropa,
YTO 3aCTaBNsET NPOBOAUTL AUGdEPEHLUUANbHYI0 AUATHOCTUKY
C Opyrumu rematosioruyeckumu 3abonesaHusamu. lMpu aHemuu
Jaitmonna — bnekdeHa peako GbIBAlOT HEATPONEHUA U TPOM-
6OLMTONEHMUSA 1 OTCYTCTBYIOT renaToCMIeHOMEranus, HapyleHue
dyHKuun MK, MblleyHas rMNOTOHMSA, KONbLUEBUAHbIE CUMAEPO-
6nacTbl B KOCTHOM MO3T€, NOBbILIEHWE YPOBHSA NaKTaTa.

MauyneHTtsl ¢ cuHgpomom LlBaxmaHa — [laimoHaa umeroT
remarofornyeckne CABUrM M 3K30KPUHHYIO HEAOCTaTOYHOCTb
MX, npeHTnyHble TakoBbiM npu Cll, HO ANf HUX HexapaKTepHa
MbllEYHAA TMMNOTOHWS, COAepXaHue NnakTata B KpOBW OCTaeT-
cA B npegenax Hopmbl. 3aboneBaHue o6yCNOBAEHO MyTaLueil
B reHe SBDS, nokanusoBaHHOM Ha 7-i xpomocome. Cxoxue
reMatoNorMyeckue CUMNTOMbI MOTYT HAOMIOAATHCA NpU Mera-
Nn06nacTHON aHEMUM, MPU KOTOPO B MYHKTaTe KOCTHOTO MO3ra
06HapyXMBAKOTCA MeranobnacTsl U OTCYTCTBYIOT KONbLEBUHbIE
cuaepobnacThl.

Buisienenue nopaxenus MTAHK nopreepxpaet anarHos CIl.
MpeHatanbHas puardoctuka CIT HemHdopmaTUBHA, TaK Kak
60/bWKHCTBO Cly4aeB 60Ne3HN BO3HUKAET CMOPafNYecKy.

Tepanusa B HacTosllee BPeMA WCKNOYUTENbHO CUMNTOMATU-
yeckas. [na obneryeHus COCTOAHMSA MALMEHTOB WUCMONb3YeET-
€A KOMMAEeKCHoe JleyeHune, NO3BONAlLEe MOBLICUT KayecTBO
M NPOLOMKUTENbHOCTb XU3HKU 6GonbHbIX. C Lenblo CTUMyns-
LMK NepeHoca 3/eKTPOHOB B [bIXaTe/bHOM Lienn MUTOXOHAPUN
u obecneyeHus obpasosaHus ATP B KneTkax, OKa3aHWUs aHTUOK-
CUAAHTHOTO W AHTUTUMOKCAHTHOTO AeiCTBUA NPUMEHSIOT KOJH-
3um Q) (youpekapeHoH u ap.). KoaH3um Q,, HasHavaetcs fetam
B [03e 4,5 Mr/Kr/cyT. Ha OAUTENbHbI CPOK — 6—12 MecsLeB.
KoMnoHeHTamMu Tepanuu chyxat N€BOKApHUTUH, BuUTaMuH E,
pubodnasuH, HukotuHamug, OumedocdoH. Mpu NoBbILEHUM
VPOBHS CbIBOPOTOYHOTO (PeppuTUHA MCNOb3YeTCA XenaTtopHas
Tepanus: fedepasnpokc B gose 10-12 mr/kr/cyt. Mo nokasa-
HUAM NPOBOAAT TPAHCHY3UI0 KOMMNOHEHTOB KPOBU, CTUMYNALMUIO
rpaHynouMTON033a npenapatamu rpaHyNoOLUTapHOTO KOJOHMe-
ctumynupytouero daktopa. C Lenblo KOppeKuun HepfoCcTaTou-
HOCTM 3K30KPWUHHOW U 3HAOKPUHHOI GyHKUMKM MK npumensaioT
thepmeHTbl (NaHKpeaTuH), MHCyAuH [1, 5].

MporHo3 npu CM HebnaronpuaATHbIA. TPOROMKUTENLHOCTD
XKW3HU NALMEHTOB, KaK NPaBWO, He NpeBbIAET BYX NieT BCies-
CTBME HEKOHTPONIMPYeMOro fakTatauupo3a. TpaHcnnaHTauus
reMono3TMYeCKUX CTBONOBLIX KNETOK He NMPUBOJMUT K W3fneye-
HUIO, TaK KaK 3a0oneBaHue MyNbTUCUCTEMHOE, U HE YCTpaHseT
OCHOBHOW NPUYUHbI CMEPTU GONBHBIX.

KNUHWYECKOE HABJIOAEHWUE PEBEHKA

C CHUHAPOMOM MUPCOHA

Jesouka P. noctynuna B oTAENEHNE AETCKON OHKONOTUN U rema-
Tonorun 3abalikanbCKOro KpPaeBOro OHKONOTMYECKOTO [UCMaH-
cepa (r. Yuta) B BO3pacte 2,5 Mecsla B CBA3U C 6JAeLHOCTbIO,
MKTEPUYHOCTBIO KOXWU U CIU3NCTBIX, CHUXEHWEeM anneTuTa,
paskWKeHWeM CTyna, Nioxoil NpubaBKoi Macchl Tena.

N3 aHaMHe3a M3BECTHO, YTO peGEeHOK OT BO3pacTHOW NepBo-
poLALLEN XEeHWMHbI C NepBUYHbIM Gecnnoanem. bepemeHHOCTb
npoTekana Ha (hoHe rectauMoHHOro nuenoHedpuTa, 060CTpeHNsA
LMCTUTA HA CpoKke 23 Hepenb, MHOroBoaus B 26 Hepenb. Popbl
onepaTuBHble Ha cpoke 40 Hepenb. Bec npu poxpeHun — 2540 T,
pocT — 49 cM, OKpYXHOCTb ronossl — 33 cm, rpyan — 31 cm.
CocTosiHMe [EBOYKM C pOXKAEHUs yAOBNeTBOpUTenbHoe. Yepes
15 4acoB OT POXAEHMA pa3BuiacL oTpuuatenbHas AMHaAMUKa
3a CYeT HapacTaHWA [bIXaTe/bHbIX HapyLWeHWH, TMNOrNKeMNn
(caxap kposu < 1 mmonb/n). PebeHok Obin nepeBefieH B OTAeNe-
HWe peaHNMaLy N MHTEHCMBHON Tepanuu HOBOPOXKAEHHbIX, roe
emy nposogunn WUBJ1 n BbinonHAnNM remotpaHcdy3uio, y4nTbIBas
aHeMM3alMio TAXenoii cteneHun. Ha 3tane peaHumauuu pebeHok
UMeN KNWHWYECKWI AMarHo3 «MHEeBMOHUSA, HeOHaTanbHas runo-
mukemusy. 06paiwany Ha cebs BHUMaH1e U3MEHEHHUSA B KOaryso-
rpamme, KOTopble CBMAETENbCTBOBAMIN O HApYLLEHUN CUHTETUYE-
CKOM (YHKLMM NeYeHu, a TaKKe NOCTOSAHHAA TPOMOOLUTONEHNS,
NeiKoneHus ¢ abCoONOTHO HEMTPONEHNEN U MOHOLUTONEHMEN.
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B Bo3pacte 15 cyToOK XW3HU JEeBOYKY NepeBenn Ha BTOPOi
3Tan BbIXaxuBaHus B KpaeByio AETCKYIO KTMHUYECKYIO 6ONbHULY
(r. Yuta). PebeHKa NpPOKOHCYNLTMPOBAN reMaTosor, He UCKII-
yanacb B -donnesofednuntHas aHemus. [lesouka nosnyvana
neyeHue (tonnesas KWUCNOTa, Npenaparbl xenesa), B AUHAMUKE
aHeMusi NPOrpeccupoBana o TAKENOW CTeNeHU TAXecTH, Obina
npoBefieHa 3aMecTUTeNbHaa Tepanua IpUTPOLUTAPHON MacCOM.
B panbHemwem npogomKanach Tepanus xene3om, BBOAUICA 3M0-
3TUH anbda. bein NpoBefeH KOHCUAMYM C y4yacTuem Bpaya-re-
HEeTWKa, remaTosiora, OHKONora — peKoMeHA0BaHbl NpoBefeHne
MUeNnorpammbl, CMNeKTPOMETPUM TaHLEMHOW MacChl, LUTOXPO-
MaTU4yecKoe onpepeneHne KOHLUEHTPALUKM OpraHuyecKux Kuc-
noT B Moye. o pe3ynbtatam ob6CnefOBaHUsA 3/10KaYECTBEHHOE
06pa3oBaHue UCKIIOYEHO. BbicTaBfeH npefBapuUTENbHbI aua-
rHO3 TMpO3uHo3a. [lpu aHanu3e Ha opraHW4Yeckue KWUCIOTbI
06HapyeHbl NOBbIWEHWE YPOBHEN 2-TUAPOKCUM30BaANEpPUAHO-
BOW KUCIOTbI, 3-rMApoKcnbyTHpaTa, 4-ruapokcudeHunnupysa-
Ta, 4-TMApOKcMdeHUNNaKTaTa, Naktarta, cyGepuHOBOW KuUcio-
Tbl, hyMapoBON KUCNOTbI, 2-OKCOMNYTapoBOi KNUCNOTbI. [laHHble
M3MEHEHUs 06YCNOBNUBAIOTCS NEYEHOUHO, MUTOXOHAPUANbHO
naronorven. [lpu NOBTOPHOIM KOHCynbTaLMKU BPayoM-remarono-
rom Obl1 peKOMeH[0BaH NepeBof pebeHKa B CreLnanu3MpoBaH-
Hblil cTaunoHap. C anarHozom aHemumn Jaitmonpa — bnekdera
[EBOYKY NepeBeNin B OTAENEHNE LeTCKON OHKOAOMUK 1 remaTtono-
TMW OHKONOTUYECKOro AucnaHcepa.

Mpn nocTynneHuun: cOCTOAHUE CPeAHel CTeneHW TAXKEeCTH,
HecTabunbHOe 3a CYeT MHTOKCWMKALMK, HApaCTaHWUs WUKTepuY-
HOCTM KOXW W CKNep, yBenuyeHus nevexu, 6oneit B XUBOTe,
HeyCTOMYMBOCTM CTyna. [leBoyka OYeHb BANas, anneTuT CHU-
xeH. Cybdebpunuter go 37,5 °C. lMoakawnueaet, KecTkoe
JblXaHue, XpunoB HeT. ToHbl cepfLa NpUryLWeHsl, TaXMKapansa.
XuBOT nopB3ayT, MATKUA, YpuMT; nedeHb Ha 3 CM BbiCTynaeT
U3-MOJ, Kpas pebepHoii Ayru; ceneseHka He NanbNUpyeTcs; cTyn
HeyCTOMYMBLIA, CBETNO-3eNeHOro LBeTa, A0 6—-8 pa3 B CyTKu;
AMype3 He HapylueH, moya cBemias. B xoge AmHamuyeckoro
HabnoAeHns B remorpamme y pebeHKa COXpaHANUCL aHeMuUs
1 TPOMOOLUTONEHMUA TAXENOI CTeneHu, numMboLunTo3. B buoxu-
MUYECKUX MOKa3aTensix: runepounupyouHeMus ¢ HapactaHuem
npamoit hpakuun GunupybuHa Gonee 50%; nosbilueHe YpoB-
Heir ANIT, ACT, naktata, depputuHa. O6cnefoBaHue METOAOM
NUP OHK unTomeranoBumpyca, Bupyca npocToro repneca, BUpY-
ca JnwreitHa — bapp He BbiABUAO.

MpoBefeHoO MMMyHONOrMYecKoe WCCNeAoBaHWEe KOCTHOTO
Mo3ra: 3puUTpouaHbIi poctok — 0,7%; rpaHynountsl — 20,0%;
MOHOUMTB — 1,9%; numdountsl — 75,8%; B-knetouHsie npea-
wecTBeHHUKN — 1,3%; muenoumgHble npeglectseHHUKu — 0,3%.

BbinonHeHa mwenorpamma, COrnacHO KOTOPOM MyHKTaThl
Oblnn GejHbl MUENOKAPUOLUTAMMU, BKIKOYANU HEATPANbHbINA XUP
W eAMHUYHbIE 3NEeMeHTbI CTPOMbI (OCTEOKNACThl, 0CTe06NACTbI).
MerakapuouuTapHblil pocTok B Touke N2 1 Obin npefcTaBneH
e[VHWYHbIMW MUenoKapuouutTamu 6e3 BUOMMON OTLWHYPOBKU
TpOMbGOLUUTOB, B Touke N2 2 MUenoKapuouuThl He HaigeHsl.
Mpu 0630pHOM NPOCMOTPE NPenapaToB BCTPEYANUCh pa3pyLueH-
Hble MWEeNOKapuoLuuUTbl U CKOMAeHWUs TpombouuToB. bnacTHble
KNeTkn coctaBunu 6% u no Mopdonoruyeckum npusHakam
MO GbITb OTHECEHbl K NUMGOULHON NUHUU AuddepeHLm-
poBkuW. HeliTpotunbHbIil pocToK GbIN CyXeH, B cocTaBe mnpe-
obnaganu 3pensie GopMbl. MOHOLMTAPHBI POCTOK ObIT CYXKEH,
NMMBONLHBIA POCTOK OTHOCUTENbHO PaCLUMpPEH, 3PUTPOUAHBIN
POCTOK peayLnpoBaH.

TpenaH-61oncus KOCTHOTO MO3ra He BbINOMHANACh BBUAY Mao-
ro Bo3pacta pebeHKa W BbICOKOTO pUCKa OCNOXHEHUNA. B ummy-
HOrpaMme OTMEeYaNoch CHUKEHUEe MMyHorobynuHos A, M n G.

Boinucka pebeHka 6bina HanpasneHa B ®FBY HMUL, ATOU
um. [I. PorauéBa Ha 3a04HyK KOHCyAbTaLMIO, rOe peKOMeH-
LOBANOCh MPOBECTU TeHETMYeckoe 0OCNef0BaHME C LeNbio
ucknoyenus CMN. Mpu MLUP-aHanuze matepuana (nepucepu-
YecKoil KpoBW, MOYM) B MeAUKO-TEHEeTUYEeCKol nabopatopuu
(r. Mocksa) CN 6bin noaTBepxkaeH. Metogom MLUP oyeHb panH-
HbiX parmeHToB (aHm. long-range PCR) peGeHky npoBoguics
aHanu3 [IHK, BbigeneHHON 13 KNeToK KPOBM, Ha Hannuue fene-
uuit MTOHK B palioHax, rge onucaHo OOMbWMHCTBO U3MEHe-
Huit (6380-16 567). BuiseneHa peneums npumepHo 5000 nap
HYKNEeoTUA0B B rOMOMNNA3MUYECKOM COCTOAHUM.

BeimonHanocb AMHAMUYHOE MHCTPYMEHTanbHOe MCCnefoBa-
Hue. NMpu abgomuHansHom Y3U oTMeyanuch yBenuderue u gud-
thy3Hble M3MeHeHus nedyeHu, ysenuyenue [MK; KT opraHos
OpIOLWHOI NONOCTY NO3BONMAA ONPERENNUTb MPU3HAKM KUPOBOTO
renato3a 3-i cteneHu, KT ronoBHoro mo3ra — arpoduyeckue
M3MEHEHUS TONOBHOrO Mo3ra. Pe6eHoK Gbll MPOKOHCYNbTUPO-
BaH CrneumanucTamu: HeBpPONOr AWArHOCTUPOBAN TOKCUKO-Me-
Tabonnyeckylo 3HLehanonaTmio CNOXHOTO reHe3a TAXENoi
CTeneHu TAXeCTH, aTpoduyeckme U3MeHEHUN TONOBHOMO MO3ra;
Kapauonor — QyHKUMOHUpYOWMe deTanbHble KOMMYHUKALMK,
LMUNaTaumMio NeBOro Npeacepans.

C uenbio NOATBEPXAEHMA AMArHO3a W onpejeneHns Tak-
TUKW nedyeHns pebeHKa BbiMMCKA [EBOYKM Obina HanpasneHa
B Poccuiickyto LeTCKylo KauHuyeckyto 6onbHuuy (r. Mocksa)
Ha KOHCYNMbTaLMI0 FeHeTUKa, a 3aTeM MPOBOAMNACL TeneMefnu-
LMHCKas KOHCynbTauus. B pesynbtate pebeHKy Obln yCTaHOB-
NIeH KNUHUYECKUI AnarHo3: cuHopom llupcoHa, obycnosneHHbIl
deneyueli mmJHK npumepHo 5000 nap Hykneomudos 8 20Mo-
NAa3Mu4ecKom coCmosHUU.

OfHMM M3 BO3MOXHbIX BapUAHTOB JeyeHus 3aboneBaHus
MOXeT OblTb NpOBeAeHMe TPaHCMAAHTALUM TeMONO3TUYECKUX
CTBONOBLIX KNeToK. OAHAKO C yYeToM paHHero Hadyana pasBuTus
CM, MynsTUCMCTEMHOTO M NPOrpeccUpyloLLero xapaktepa 6onesHu
npoBefeHMe TpaHCNNaHTauumu KoctHoro mosra (TKM) Heueneco-
006pa3sHo, TaK Kak ¢ nomolbto TKM MoxeT GbITb CKOPPUrMpOBaHa
TOJIbKO rematofornyeckas AMCHYHKLMA. XuMmuoTepanus, npume-
Hsiemas npu TKM, MOXeT ycKOpUTb BO3HUKHOBEHWE JpYTUX KINUHU-
YeCKWX NPOSABIEHMIA, XapaKTEPHbIX A1 OCHOBHOTO 3aboseBaHus,
M TEM CaMblM 3HAYUTENBHO YXYALWMWUTb KAYeCTBO XU3HW. PaHHAsA
MaHuecTauus 3ab60neBaHNs CBUAETENLCTBYET O KpailHe Hebnaro-
NPUATHOM NpPOrHo3e. B faHHOI KNMHUYECKO CUTyaLmMmM noKasaHa
TOJIbKO MOCWMHLPOMHAs Tepanus: KOpPPeKLMs remMatonornyeckux
NposBEHUN, METabONNYECKNX HAPYLIEHNIT (NEBOKAPHUTHH), CHU-
eHue nakTatauuposa (LumedocdoH, GukapboHar HaTpus).

[leBouka nonyyana CUMMNTOMaTUMYeCKOe feyeHue: 3amecTu-
TeNbHYI0 Tepanuio npenaparamu Kposu 1 pa3 B 3—4 Hefienu, rena-
TOMPOTEKTOPHYIO, HEIPONpPOTEKTOPHY, MOCUHAPOMHYIO Tepa-
nuto. MNpoucxonnno NOCTOAHHOE YXyALEeHWe 3a CYeT HapacTas-
Wero acTeHWYecKoro CUHAPOMA, MPOrpeccMpoBany BANOCTb
u cnabocTb, OTMeYanach OTPULATENbHAA BECOBAsA AWHAMUKA,
HapacTan CMHAPOM WHTOKCUKALWMM BCIeACTBME PAa3BUTUA runep-
6unmpyouremun, IBCK-cuHgpoma, npucoesuHeHns BTOPUYHOI
XU3Heyrpoxawuein nHheKLMn Ha hOoHe TAXKENOoro arpaHynouu-
T03a. Cpean remMatonornyeckux nposiBAEHMIA BTOPUYHOMO MUe-
JI0ANCNNACTUYECKOTO CMHAPOMA HAabNIOAANUCh TAKENAs aHeMus,
TPOMOOLUTONEHUS TAXKENON CTeNeHW TAXKECTW, arpaHynoLuTo3
TAXENON CTENEHN TAKECTU BTOPUYHOTO reHe3a, KoTopble nocTo-
AHHO ycunuBanuch. Hapactanu ABNeHUS aKTUBHOTO renaTtuTa,
CMHAPOMA LMTONM3a TAXENOW CTENeHW, CUMHLpOMA Xxonecrasa
TAXENON CTeneHu, NPU3HAKM XXMPOBOTO renaro3a nevyeHu, npuco-
e[MHUIach BTOPUYHAA KOATyNoNaTua CMeLaHHOro reHesa Taxe-
NOM cTeneHun TaxecTwn ¢ passutuem [BCK.
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CocTosiHMe pebeHKa B AMHAMWUKe UMeNo KpanHIol CTeneHb
TAXECTU W XapaKTepu30BanoCh YCUNEHUEM [bIXaTENbHON HeRo-
cTaTo4yHOCTH ¢ nepeBofoM Ha WBJ1, uepebpanbHoii HepocTaTou-
HOCTM C pa3BUTUEM KOMbI 2—3-i1 CTENEHU, CEPAEYHO-COCYAUCTON
1 NOYEYHO HE[OCTATOYHOCTH, ONIUTOYPUM, TPOTPECCUPOBAHNEM
[IBCK-cuHapoma (anutenbHoe KpoBOTEYEHWE W3 MeCT MHbEeK-
LiMi, HapacTalolMe reMaToMbl B MeCTax NomnbiTKKU 3abopa KpoBH,
XeNnyfo4Hoe KpoBoTeyeHne). HapactaHue NonnMopraHHoi Hepo-
CTaTOYHOCTU Ha hOHE MPOrpeAMeHTHOrO TeYeHns 3aboneBaHus
NPUBENO K NIeTaNlbHOMY UCXOAY.

3akntoumnTenbHblit guarHos: CuHdpom [lupcoHa, npoepedu-
eHmHoe msaxesnoe meyeHue. [lonuopeaHHas HedocmamoyHoCmb
C NOpaXkeHUeM KOCMHO20 M032a, neyeHu, N00xeny0o4Hol xese-
3bl, JleeKux, cepdeyHo-cocyoucmoli cucmemsl, YyeHmpanbHol
HepsHOU cucmemsbl, noyek, MbllWe4YHOU cucmembl; Mmaxenbll
memaboaudeckuli ayudo3 nepsuyHozo eeHeza. Ocmpsili npocmoli
6poHxum, nepuod peKoHsanecyeHyuu. BHympuboisHuYHas npa-
BOCMOPOHHAA NHEBMOHUS HeymoYHeHHOU 3muosoauu cpedHel
cmeneHu msxecmu y UMMYyHOKOMNPOMeMUPOBAHHO20 pebeHKa.
BmopuyHbil muenoducniacmuyeckull CUHOPOM: aHeMus msxe-
JI0li cmeneHu msxecmu, mpomboyumoneHus msxesnol cmene-
HU msxecmu, aepaHysoyumo3s msxenoll cmeneHu msaxecmu
BMOPUYHO20 2eHe3d. BpoxOeHHAas 3K30KpuHHas Hedocmamoy-
HOoCcmb no0xeny0o4HOU xenesbl. AKmuBHbIl eenamum, CUHOPOM
yumonusa msxenoli cmeneHu, CUHOPOM x0/eCmasa msxenol
cmeneHu. Xuposoli eenamo3s neyeHu. BmopuyHas koazynona-
mus cmewaHHo20 2eHe3a msxesnol cmeneHu msxecmu, [JBCK-
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3AKNHOYEHUE
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CWUTb KaYeCTBO M MPOAOMIKUTENBHOCTb XMU3HU 6ONbHbLIX. Micxon
CN HebnaronpuATHEIA, NpU paHHeit MaHudecTauum 3abonesa-
HWA MPOAOMKUTENbHOCTb XU3HU, KaK NPaBuo, He NMpeBblla-
eT iByX NeT.
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