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06ocHoBaHue. CuHapom [MupcoHa (Cl) — HUCKAYMUTENIbHO PeAKOe MUTOXOHAPWaslbHoe 3abosieBaHMe [ETCKOro Bo3pac-
Ta, OT/IMYaIOLLEECS] BbIPAXKEHHbBIM KIMHUYECKMM MOJMMOPOHU3MOM, YTO HEPEAKO MPUBOAMT K ANArHOCTUYECKUM OLIMBKaM
M 3aEP)KKE yCTaHOBJIEHUSI BEPHOIo AnarHo3a. peactaBieHHbIA KAMHUYECKNI CayYal Mpu3BaH npuBaeYb BHUMaHUE Kin-
HULMCTOB K PaHHUM remMaTosiorM4eCKMM rposiBIEHNAM CUHAPOMAa U NOAYEPKHYTb CIOKHOCTb AU PepeHymanbHon gnarHo-
CTUKM y eTel HeoHaTalbHOro 1 rpy4Horo Bo3pacta. OnucaHne KJIMHUYECKOro ciay4asl. Y pebeHKa ¢ rnepBbiX CYTOK U3HU
Obl71a BbIsIBIEHA rMiopereHeparopHas HopMounTapHas aHemus (remorsiobmH 90 /1 Ha 2-e CYT )KU3HM), KoTopas rnoTpe-
6oBasia NpoBeAeHNs 3aMeCTUTE/IbHbIX reMOTPaHCPy3un. B gasibHenweM OTMEYEHbI Pa3BUTUE MNaHLMTONEHMUN (TEMKOLMNTBI
[0 2 x 10%/n, Toom6ounTsl 40 93 X 10°/1) M 3nM30/bl BbipaXeHHOI runepaakTatemmn — 40 11,2 mmons/n. [pu mopgosio-
MMYeCKOM nccieoBaHMM KOCTHOrO MO3ra BbisiBJIEHbI BaKy0/IM3aLmsi KIETOYHbIX 9/1EMEHTOB U YMEepPEHHas! r’noKIeTOYHOCTb
6€e3 CyXKEeHUs IPUTPOUAHOIro POCTKA, YTO 03B0JIM/I0 3arofo3pnTb y pebeHka Cll. [TpoBegeHHoe MOIEKY/ISIPHO-reHETUYECKOE
nccriegoBaHue rnoaTBepANI0 Halamdne KpyrnHou geaeumnmn mmutoxoHapmanbsHon [HK (~5000 r.H.) B roMornia3mMm4ecKoM COCTO-
SIHMK, 410 Bepupuumposaso Cll. [lpoBoagnaack CUMITOMaTMYECKas Teparnus, BKIYaBLuas TpaHChy3un KOMIOHEHTOB KPOBH,
BBEJj€HME BbICOKMX 103 BHYTPMBEHHOI0 UMMYHOI/106Y/1IMHa, aHTMGaKTepuasibHOE Ie4eHne, 4To NPUBOANIIO K BDEMEHHOM CTa-
6nnnsaumn noKasartesaen KpoBu. 3aKarydeHue. [1pe[CTaBAEHHbIN KITMHUYECKUI CllyYan Nog4epKMBaeT 3Ha4MMOCTb PaHHErO
BKJIHOYEHUSI MUTOXOHAPHWaIbHbIX 3a601€BaHUI B AUArHOCTUYECKMI MOUCK MPH MMNopereHepaTopHbIX HOPMOXPOMHbIX HOPMO-
LMTapHbIX aHEMMSIX C MOBbILIEHNEM YPOBHS 1aKTaTa y MaaAeHUEeB, AEMOHCTPUPYET HEOBXOAMMOCTb MEXANCLMMINHAPHOMO
rnogxozAa v CBOEBPEMEHHOIO MPOBEAEHUS FTEHETUYECKOro 06C/1e40BaHMS.
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A Rare Variant of Mitochondrial Pathology in a Child:
A Case Report of Pearson Syndrome

Background. Pearson syndrome (PS) is an exceptionally rare mitochondrial disorder of childhood, characterized by marked
clinical polymorphism, which often leads to diagnostic errors and delayed correct diagnosis. The presented clinical case
is intended to draw clinicians’ attention to the early hematological manifestations of the syndrome and to highlight the
complexity of differential diagnosis in neonates and infants. Case Report. From the first day of life, the child was found to
have hyporegenerative normocytic anemia (hemoglobin 90 g/L on day 2 of life), which required red blood cell transfusions.
Subsequently, the development of pancytopenia (leukocytes down to 2 x 10%/L, platelets down to 93 x 10%/L) and episodes
of severe hyperlactatemia — up to 11.2 mmol/L — were noted. Morphological examination of the bone marrow revealed
vacuolization of cellular elements and moderate hypocellularity without narrowing of the erythroid lineage, which led to suspicion
of PS. Molecular genetic testing confirmed the presence of a large deletion of mitochondrial DNA (~5000 bp) in a homoplasmic
state, thus verifying PS. Symptomatic therapy was administered, including blood component transfusions, high-dose intravenous
immunoglobulin, and antibacterial treatment, which resulted in temporary stabilization of blood counts. Conclusion. The presented
case report underscores the importance of including mitochondrial disorders early in the diagnostic workup of hyporegenerative
normochromic normocytic anemia with elevated lactate levels in infants, demonstrates the need for a multidisciplinary approach,
and highlights the necessity of timely genetic testing.
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g SHORT REPORTS

KPATKUE COOBLUEHUA

OBOCHOBAHME

CuHapom lMupcoHa (Cl) — penkoe MUTOXOHAPUANbHOE
3aboieBaHne JeTCKOro Bo3pacTa, 06yCI0BIEHHOE KPYMHOM
neneuven mutoxoHapuanbHon AHK (MTAHK), npuBoasuen
K HapyLleHW0 NPOLECCOB OKUCAUTENBHOrO docdopuampo-
BaHuA [1, 2]. Mo aaHHbIM 3apybeHbIX PErMCTPOB U 0606-
WeHHbIX 0630pOB, €ro pacnpocTpaHeHHOCTb OLEeHUBaeTCs
NPMMEPHO KaK 1 cnyyan Ha 1 MJIH HaceneHus, npu 3Tom
o6LLee YUC0 ONMUCaHHbBIX B MUPE NaLMeHTOB He NpeBblluaeT
200 [2, 3]. B oTeyecTBeHHOW nuTepaType npeacTaBieHbl
NMWb eANHUYHbIE KTIMHWYeCcKKe HabmoaeHus CI [1-5].

[e6loT 3a6oneBaHna B GOJMbLIMHCTBE Cly4YaeB MPUXO-
AWTCS Ha HeOHaTaNbHbIM NEpMoa UK paHHee MnageH4YecTBO
M NPOABASETCH remMaToNorMyeckummn HapyweHuamu [1, 3].
Begywmm cMMnToMOM SIBNSETCA TAXenas MakpouuTapHas
WM HOPMOLMTapHas runopereHepaTopHas aHeMus, KoTo-
pas y 4aCcTu NaLMeHTOB COYeTaeTCs C HEUTPONEHUen u/mnm
TpombouutToneHuen [2, 3, 6]. NMoaobHbIM XapaKkTep remaTo-
NOrnYyecKoro febiota onucaH B POCCUMCKUX KIMHUYECKMX
HabMIOAeHNAX, TAe aHeMUS ANMTeNbHOEe BpeMs ocTaBanach
nepBbIM U €4MHCTBEHHbIM NPOosiBNEeHNeM 3aboneBaHus [4,
6, 7]. B pesynbrate CI1 HepeaKo ownbOYHO pacueHuBa-
0T KaK xenesofeduunTHyto, B,,-/donmeBoaeduumntHyio
WK BPOXKAEHHYIO annacTUYeCKyl0 aHeMUIO, YTO MPUBOAUT
K 3aTSXXHOMY W CNIOXKHOMY AMarHOCTUYECKOMY NOUCKY [8].

Mo mepe nporpeccMpoBaHus 3ab6oneBaHUs K reMaTono-
FMYECKUM HapyLleHUaM NPUCOeaMNHAIOTCS Apyrue nposisne-
HMS, BKOYasA 3af4epKKy pocTa, 9K30KPUHHYIO HEA0CTaTou-
HOCTb MOMXKENYAOYHOWN KeNe3bl, MbIWEYHYIO TMNOTOHUIO,
nopa>keHue MNo4veK, IHAOKPWUHHbIE HapyLeEHUs W NakTaTa-
umao3 [1-3]. Takas 3BONOUMA KIMHUYECKOM KapTWHbI NoA-
po6Ho onucaHa B.b. EropoBoi 1 coaBT., KOTOPbIe NOAYEPKU-
BaloT MOCTEMEHHOE HapacTaHue 3KCTparemaTonorM4yecKux
CMMNTOMOB Ha ¢OHe BpeMeHHOM cTabunuldauuu nokasa-
Tenen kKposu [1]. B 10 e Bpems J1.Y. YnyxaHoBa oTMeYaer,
4YTO y AeTew cTaplero Bo3pacTta KJINMHUYECKUE NPOsiBIEHMS
MOTryT CTAHOBUTbLCA MEHEee TUMUYHbIMK, YTO AOMONHUTENBHO
OC/IOXHSIET UArHoCTuKY [2].

XapaKTepHbIMKU gMarHOCTMYeCKUMU npudHakamun CIl
ABNAIOTCH MUBMEHEHMSA KOCTHOIO MO3ra: BaKyonunsauus Mue-
NOUAHBbIX U 3PUTPOMAHBIX MNpeawecTBEHHUKOB, Hanuyue
KOMbLEBbIX CUAepo6nacToB W AUcCnaacTM4ecKkue nameHe-
HUS BCEX POCTKOB KpoBeTBopeHus [3, 9, 10]. Mo aaHHbIM
C. Shoeleh u coaBt. [9], a Takxe N. Greenberg-Kushnir
n coaBT. [10], y 4yactu nauueHtoB c¢ CI1 MmMeeTcs PUCK
KIOHaNbHOM 3BOMIOLMM U pPas3BUTUA MUeNnoaucniacTu-
4YeCKOro CUHApPOMa WU MUENOUAHbIX 310Ka4eCTBEHHbIX
HOBOOOpas3oBaHuK [11]. Y aeten rpyaHoOro u paHHero Bos-
pacta Hepefko dopmupyeTcs BblpaxeHHas TpaHcohy3u-
OHHas 3aBUCUMMOCTb, NPU 3TOM Yy ABYX TpeTen nauneHToB
B Bo3pacTe 1-3 fieT OoTMe4YaeTcs CrnOoHTaHHOe paspelle-
HWEe aHeMWW, 4YTO, OAHaKO, He MPUBOAMT K CyLECTBEHHO-
MY YAyYLIEHWIO AONTOCPOYHOrO NPOrHo3a 3abonesanus [3,
9]. u3HeyrpoxalowmM COCTOSHUEM C BbICOKUM PUCKOM
NneTanbHOro Mcxoda y AaHHbix nauueHToB ¢ CIl ocTatoTcs
mMeTabonnyeckne Kpuabl. HeCMOTPS Ha PeaKoCcTb CUHAPOMa
M MHOroo6pasne KINMHUYECKUX NPOSBIEHNI, BbICOKMI PUCK
Pa3BUTUA TAXKENbIX OCMOXHEHUH 060CHOBbIBAET HeOobXo-
AWMOCTb ero BK/OYeHUs B AuddepeHumansHo-a4MarHocTu-
YECKUM MOWUCK MpuU runopereHepatopHon aHeMuu y peten
paHHero Bo3pacTa.

KJAUHUYECKWUIA NPUMEP

O nauueHTe

MepBUYHbBIA KOHTAKT C MauMeHTOM B paMKax OMWChl-
BaeMoOW KJIMHUYECKOW CUTyalLMWM COCTOSSiCS B BO3pacTe
2 MEC ¥XM3HU NpPKU ero rocnuTann3almm B remaTonoruyeckoe

oTaeneHve crauvoHapa. lauMeHT — ManbyuK rpyaHOro
BO3pacTa, NOCTOAHHO MpoXMBawLWMiA B ropoge Mockse,
€BPONeonHOro npoucxoxaeHusa. focnutanudauua 6bina
o6ycnoBfeHa HapacTaHMEM aHEMMWYECKOro CuHApOMa
N UBMEHEeHUAMM NoKasaTtenen nepudepruyeckomn KpoBu.

OCHOBHbIMW anob6amu, CO C/IOB MaTepu, Ha MOMEHT
nepBoro o6patleH1sa B reMatoNorMyeckuin ctaumoHap Gbiin
BblpayeHHas 6/1eHOCTb KOXHbIX NMOKPOBOB, BAIOCTb, CHU-
YEeHWe anneTuTa v aNM30/bl BbipaxeHHOM cnabocTu.

M3 aHaMHe3a XU3HU M3BECTHO, YTO pe6EHOK OT BTOPOM
6epemMeHHOCTH (nepBblii pebGeHOK 340pOB), NpPOTEKaBLIEN
y mMaTepu Ha GoHe apTepuanbHOW FMNEepPTEH3UU U OCTPOM
pecnupaTopHON WMHOEKLUKU, nepeHeceHHon Bo |l Tpume-
cTpe. Poabl onepaTtuBHble, Ha cpoKe 37 Hend recrauuu,
B CBA3W C npeaknamncuen. OueHka no wkane APGAR
cocTtaBuna 8/9 6annoB, Macca Tena npu pPoXxXAEHWUHn —
2850 r, aonvHa Tena — 48 cM. Pe6eHOK Haxoauacs Ha rpya-
HOM BCKapm/auBaHWK, npubaBKa Macchbl Tena B nNepBble
Mecsilbl M3HM COOTBETCTBOBANla BO3PAaCTHbIM HOPMaM.
ANNepronorMyeckmn aHamHe3 He oTdarouweH. CeMenHbIn
aHamMHe3 Mno HacneACTBEHHbIM M OHKOremMaToNIorM4YecKum
3a60/1eBaHNUSAM He OTArOLLEH.

HeoHaTtanbHbI NepuUo/ OCNOKHUICA Pa3BUTUEM PECTU-
pPaToOPHbIX U METABOIMYECKUX HAPYLUEHWU, a TaKKe HeoHa-
TanbHOM MHpEKLUMEN MOYeBbIBOAAWMX nyTen. Ha 2-e cyT
W3HKU Gblna BbiSIBIEHA BblparKeHHas aHEMUS C YPOBHEM
remorno6uHa (Hb) 90 r/n, B cBA3K C YyemM pebeHKy npo-
BelleHa 3aMecCTUTeNbHas remMoTpaHcdy3us C MOBLIWEHM-
em ypoBHs Hb go 129 r/n. B Bo3pacte 20 CyT XW3HU
BHOBb MoTpe6GoBanocb nepenMBaHue KOMMNOHEHTOB KPOBMU
no nosoay peuuamBa aHemuun (Hb — 73 r/n, apuTpounTbl —
2,10 x 1012/n), TpomBouuTonennn (117 x 10°2/n) n neitko-
neHun (3,73 x 109/n). Mocne BbINUCKM NpK amBynaToOpHOM
nabopaTopHOM KOHTpOe B Bo3pacTe 1 Mec 0TMeYeHo Aallb-
Helllee nporpeccupoBaHne LUToneHnn ¢ GopMmnpoBaHMEM
NaHLUMUTOMEHUN, YTO MOCNYKMUIO OCHOBAHWEM [ANs rocnuTa-
nM3aunm.

Mpu NocTynfieHMn B cTauMoHap BbiiBIEHA TPEXPOCT-
KoBasi UMTOMNEHUs, npeacTaBfeHHas runopereHepaTopHom
HOPMOXPOMHOW HOpMOUUTapHOW aHemuen | ctenenun (Hb —
91 r/n, aputpounuTbl — 2,81 X 1012/11), Tpomb6ouuTone-
Huei (115 x 109/n), neiikonenueir (4,46 x 109/n). B xoge
ob6cnenoBaHUs NPOBeEH pPaclIMpPEeHHbI KOMMNeKe aua-
FHOCTUYECKUX MEepOonpuaTUn ANS WMCKIOYEHUS OHKorema-
TONIOTMYECKUX, UHDEKLMOHHBIX, UMMYHHbIX U MHbIX NMPUYUH
umToneHun. Mo pesynbratam o6¢neaoBaHMs GblIM UCKIOYE-
Hbl OCTPbIA NENKO3, BPOXAEHHbIE U MPUOGPETEHHbIE reMo-
JINTUYECKUE aHEeMWUWU, TPOMOOTUYECKME MUKPOaHruonaTuu
M MHPEKLMOHHO-UHAYLMPOBAHHbIE LIUTOMEHWMU.

PaHHWI febioT 3a60oneBaHus (CO 2-X CYT XKU3HMU), peLn-
OVBWPYIOLWWI XapaKTep aHEMUU U AaHHble Mopdonorunye-
CKOro uccnefoBaHWs KOCTHOrO MO3ra COOTBETCTBOBaM
KapTMHe BPOXAEHHOW KOCTHOMO3roBOM HeA0CTaTO4YHO-
cTU. OQHOBPEMEHHO ANUTENbHO HapacTalowaa nakTaTeMus
nocnyuna ocHoBaHWeM 3anogo3puts Crl.

[Ons noaTBEPXKAEHWS AMarHo3a BbIMNOJIHEHO MOJEKY-
NISPHO-TeHeTU4YecKoe uccneaoBaHWe, B XO4e KOTOPOro
BbIiBNIeHa KpynHas aeneuns MTAHK npoTaKeHHOCTbo OKO-
510 5000 nap HYKNeoTUAOB B rOMOMNIa3MUYECKOM COCTOS-
HUKU, OGHapPY)KEHHasa B KJIeTKax KPOBM M MOYEBOro ocaf-
Ka. Ha ocHOBaHWMM COBOKYMHOCTH KIMHWKO-TabopaTopHbIX
W FreHETUYECKMX AaHHbIX NaUMEeHTy 6bl1 MOATBEPKAEH Ana-
rHo3 CI1.

C y4eTOM BbICOKOrO pUcKa MPOrpeccMpoBaHUs MynbTH-
CUCTEMHbIX OCNOXHEHMM ClM nauMeHT HyXAaeTca B AMHAMMU-
4eCKOM HabNoAEHMN U BEAEHNM B paMKax MyNbTUAUCLIMNIN-
HapHOro noaxoaa.



dusukanbHaa AUarHoCTUKa

CocTosiHME nauMeHTa Npu MOCTYMNAEHUN PaCLLEHEHO
KaK cpefHen TKecTu 3a CcHeT aHeMWYeCKOro cuHapoma.
Co3HaHue acHoe, pebeHOK Obll KOHTAKTEH, aKTUBEH, NUTa-
HWe yaoBneTBopuTenbHoe. KoxHble MOKPOBbI 61eaHble,
YucTble, HOPMasIbHOM BNAXHOCTW, TYProp COXpaHeH, oTe-
KW He BbISIBNIE€HbI, FeMOpPParMyecknuin CUHAPOM OTCYTCTBY-
eT. lNofgKoXHasa XuMpoBas KfeTyaTKa pasBUTa YMEPEHHO,
pacnpegeneHa paBHOMepHo. [lepudepuyeckune numda-
TUYECKME y3/bl NanbnUpylTCs B MOAYENIOCTHOM 06nacTtu
no 0,5 cm, noaBMKHble, 6€3601e3HEeHHbIe, KOXa Ha4 HUMU
He n3MeHeHa. [bixaHWe MNy3puiibHOe, NMPOBOAWUTCSH PaBHO-
MEPHO, YacToTa AblXaTeNbHbIX ABUXEHUN — 37/MUH, Xpu-
NMoB M yyacTus BCMOMOraTeslbHOM MyCKynaTypbl He oTMe-
Yyanocb. MNpu NepKyccun Hag NErkMMM onpeaensncs AcHbIv
NIeroyHblin 3BYK. CepaeyHble TOHbl SICHblE, PUTMMUYHbIE,
WYyMbl He BbICNyWMBAAUCb, YacToTa cepAeydHblX COKpalle-
HUN — 144 ya./MuH, caTtypauus kucnopoga — 99%. Xusot
He yBeMYyeH, CUMMETPUYHbIN, MATKUA M 6e360Ne3HEeH-
HbIM NMPW NanbhauuK, y4acTBYeT B aKTe AbixaHus. leyeHb
npu nanbnauuu BbiCTynana M3-noj Kpas pebepHon ayru
Ha 1 cM, 3/1aCTUYHOM KOHCUCTEHLUMN, ceNe3eHKa He Nanbu-
poBanacb. MoyeucnyckaHune cBoboaHoe, 6e3601e3HEHHOE,
MoYa O6GbIYHOTO ENTOro LBeTa, NaToNIOrM4YeCcKUX U3meHe-
HWUI CO CTOPOHbI MOYEBbLIAENUTENbHOW CUCTEMbI NMPU OCMO-
Tpe He BbISIBJIEHO.

MpeaBapuTenbHbi AUArHo3
D64.0 BpoxaeHHasa cuaepobnacTHas aHeMUS (CUHAPOM
[MnpcoHa).

AuarHocTuyeckue npoueaypbl

B Xxoae AnarHoCcTMYeCcKoro nomMcka naumeHTy 6bia BbiNos-
HEH KOMMJIEKC N1abopaTopHbIX MU MHCTPYMEHTaNbHbIX UCChe-
[0BaHWi. Mo AaHHbIM MOBTOPHbIX KJAMHWYECKUX aHaNW30B
KPOBW COXPaHAETCS LIUTOMEHMS, NpeacTaB/eHHass HOPMOLIM-
TapHOW HOPMOXPOMHOW aHEMUEN C BbIPaXXEHHON PETUKYNO-
LUMTONEHMEN, TPDOMOOLIMTONEHMEN N TENKOMNEHMEN, YTO COOT-
BeTcTBYeT onucaHusam CI1y rpyaHbiX geten, npuBeaeHHbIM
B nutepatype [4, 11].

MpK OLEHKE KWCNOTHO-WENOYHOrO COCTOSIHMS coXxpa-
HAnacb CTOMKas runepnakrtatemMusi. B 6MOXMMUYECKOM
aHann3e KpoBM — MOBbIWEHNE KOHLEHTpaLUMK dbeppuTrHa
NpU COXpPaHEHHOW GYHKLUMMN NEYEHU M MOYEK, HYTO pacLeHu-
Ba/loCb KaK NPOSIBIEHME MWUTOXOHAPUANbHON AMCPYHKLMMU
MTpaHCHY3MOHHOM Harpy3KM 1 COrnacoBbIBaNoCh C AaHHbIMM
T. Kitano n S. Yoshida [12]. o gaHHbIM M1UeNorpaMmbl BbisiB-
JIEH FTMNOKNETOYHbIN KOCTHbIM MO3T C HapyleHWeM CO3peBa-
HUS MMENOWAHOrO POCTKA M BaKyonn3aLnemn KNeToYHbIX ane-
MEHTOB 6€3 MPU3HAKOB 3/1I0KA4eCTBEHHOW UHOUNLTPALMH,
4TO COOTBETCTBOBAN0O MOPGDONOrMYECKMM OCOBEHHOCTAM
CI, onucaHHbIm J1.Y. YnyxaHoBow [2] u N. Greenberg-Kushnir
1 coaBT. [10].

MMMyHONnornyeckoe obenefoBaHue, NpPsMon U Henps-
Mow TecTbl Kym6ca, a TakxKe uccnegoBanusa Ha BUY, Bupyc-
Hble renaTutbl U NapsoBupyc B19 pganu oTpuuaTtenbHble
pesynbTaThbl, 4TO NO3BONIO UCKIIOYNUTb UMMYHHbINA M UHDEK-
LIMOHHbIN (BUPYC-UHAYLMPOBAHHbIV) FEHE3 LIUTONEHUMN.

MHCcTpyMeHTanbHble MeToabl (YNbTPpa3BYKOBOE Mccle-
NOBaHWE OpraHoB OPIOLWHOM MOMOCTM W MOYEK, 3XOKap-
anorpadusa, HermpocoHorpadus) He BbISBUAN KIWMHUYECKHM
3Ha4YUMbIX CTPYKTYPHbIX M3MeHeHWn. [poBedeHWe pac-
LUMPEHHOrO METab0/IMYECKOrO CKPUHMHIA M OLEHKM 3K30-
KPUHHON QYHKLMK NOMXKENYA0YHON ene3bl 6bl10 OT/IoKE-
HO B CBSI3W C pPaHHMM BO3pPacTOM MauUMEHTa U TSKECTbIO
coctosHusa. feHeTu4yeckoe uccnegosaHme MTAHK meTtonom
NoMMEPa3HON LEMHOM peaKuuu MOATBEPAMIO Hanuuue

KpynHow geneunn MTAHK B roMonnasMmmM4ecKkoM COCTOSAHMM,
YTO B COBOKYMHOCTU C KIIMHUKO-reMaToN0rMYECKUMM [aHHbI-
MU NO3BONUA0 BepndULMpoBaTh guarHos Cll.

KnuHuyeckum guarHos

Ha ocHOBaHMK KNIMHWKO-aHAaMHECTUYECKHMX, TabopaTop-
HbIX U MONIEKYNAPHO-FEHETUYECKUX AaHHbIX BbICTABNEH K/W-
HUYECKUN amarHos: «D64.0 BpoxaeHHasa cuaepobnacTHas
aHemus (CuHApom MupcoHa)».

AunddepeHymanbHas guarHocTuKa

B xope anddepeHumanbHOM AMArHOCTUKU paccmatpu-
BaMCb MHOEKLIMOHHO-UHAYLIMPOBAHHbBIE U UMMYHHbIE LIUTO-
NeHWn, oflHaKO oTpuLaTeNbHble pe3ynbTaTbl 06CcneaoBaHUA
Ha BUPYCHbIE MHPEKLNM, a TAKIKE NPSIMON U HEMPSAMOW NPOObI
Kym6ca no3BOINAM UCKNIIOYUTL A@aHHbIN reHe3. BpoxaeHHble
GOpMbl KOCTHOMO3roBOWM HEOCTAaTOYHOCTH, BKJIlOYAsA anna-
cTnyeckue aHemuun bnakdaHa — JanmoHaa, PaHKOHM, Tak-
e 06CyXaanncb, OAHaAKO OTCYTCTBME NapumanbHOM Kpac-
HOKJIETOYHOM anjasuu KOCTHOro MO3ra M XapaKTepHbIX
GEeHOTUNNYECKNX NPU3HAKOB AeNano UX MeHee BEPOSATHbI-
Mn. OHKoremaTosiorMyeckne 3aboneBaHus Gbiiv OTBEPr-
HYTbl HA OCHOBaHWW AAHHbIX MUENorpamMmMbl M MOBTOPHbIX
KIMHUYECKNX aHaNn30B KpoBW. lNporpeccupyiolimi xapak-
Tep UMUTOMEHWUU M OTCYTCTBME CTOMKOro acddeKTa OT TpaHc-
dy3MOHHOW Tepanuu He COOTBETCTBOBAJIM TPAH3WUTOPHbLIM
HeoHaTallbHbIM LMTOMEHMAM. COBOKYMHOCTb PaHHero
neb6iota 3aboneBaHWs, rMNopereHepaTtopHom LMTOMNEHUH
1 BbiiBNeHHon aeneunn mTAHK nossonuna noaresepants Cll
npu ocCTaloWMXCA HeonpeaeneHHbIMU MPOrHO3ax TAXECTU
flanbHenlero Te4eHna 3aboneBaHus.

MeauuMHCKME BMellaTesibcTBa

B HeoHaTanbHOM nepuoge 6bln BbINOAHEH KOMMEKC
nevyebHO-AMarHoCTUYECKNX MEePONpPUATUI, HanpaBAEeHHbIX
Ha KOPPEKLMI0 aHEMWYECKOro CWUHAPOMa, KynupoBaHue
WHOEKLMOHHBIX OCNOXHEHUW M cTabunusauyuto obuero
cocTosiHns. Ha doHe KIMHWMKO-nabopaTopHbIX MPM3HAKOB
MHOEKLMOHHOrO npolecca nauueHT nonyyan aHTubakte-
pyanbHyl0 Tepanui C y4eTom pe3ynbTaToB MUKPOGMONO-
rMYEeCKMX MOCEeBOB: MepBOHa4YalibHO MPUMEHSANUCH Leda-
NIOCNOPUHbI WUMPOKOro CreKkTpa [AeNCTBUS ¢ nocneayoen
3cKanauuen oo meporneHema B ao3e 90 Mr/Kr/cyT u nobaB-
NleHnemM BaHKOMULMHA B 3aBUCUMOCTH OT AMHAMUKN KJTIUHU-
KO-nabopaTopHbIX Nokasatenen. C MMMyHOMOAYMpPYOLWEN
LLleN1blo Ha POHe BblpaXKeHHOM IeMKoNneHnn 6blin Ha3HayYeHbl
BHYTPMBEHHbIE UMMYHOINOGYNMNHbI, YTO paccMaTpuBanochb
KaK noajepxuBatoliee BMeLatenbCTBO MNPy NOAO3PEHUN
Ha BPOX/AEHHYIO UMMYHHYIO AUCOYHKLMIO.

MpK yxXyoweHUn COCTOSAHUSA WM Pa3BUTUKM [blXaTebHbIX
HapylleHW nauMeHT 6bi1 NnepeBedeH B OTAeNeHue peaHu-
Mauuu, rae npoBoAMnach HEMHBA3WBHAA pecrnvpatopHas
noaaepKKa ¢ nocnenyolmMm NepexoioM Ha PEXMUM pecrnu-
paToOpHOM NOAAEPKKM C CO3JaHMEM MOCTOSAHHOro Mono-
MUTENbHOrO AaBieHus B AbixaTenbHbiX nyTax (Continuous
Positive Airway Pressure; CPAP) n camocTtoaTenbHoe [blixa-
HWe. AHTepanbHOE NUTAHWE OCYLLECTBNSANOCH C OrPaHUYEHN-
eM o6bemMa B COOTBETCTBMU C GU3NONOTMYECKMMMU NOTPED-
HOCTSIMM M MHAMBUAYaANbHOW NepeHocMMOocCTblo. B xoae
HaGNIOAEHUSA BbINMOMHEH LWWPOKWUIA CMNeKTP nabopaTopHbIX
N MHCTPYMEHTasIbHbIX UCCNeA0BaHWI, BKIOYaAs MOBTOPHbIE
aHanu3bl KPOBU, UCCNIEJ0BaHNE MUENOrPaMMbI, YbTPa3BY-
KOBble UCCNeJOBaHNS OPraHoB GPIOLWHON NOMOCTKU, IXOKap-
anorpaduio, HempocoHorpaduio U peHTreHorpaduo opra-
HOB FPYAHOM KNETKMU.

B nepwvopg rocnutanuMsaumm B rematonornyeckoe otae-
NIeHne NauMeHTy B CBA3M C PpeLMaMBUPYIOLWLUM HapacTaHWeM
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g SHORT REPORTS

KPATKUE COOBLUEHUA

aHeMWU U MpU3HaAKaMK TKaHEBOW TMMOKCUM MPOBOAWIIUCH
MOBTOPHbIE TPaHCHY3UU IPUTPOLIMTCOAEPIKALLMX KOMMO-
HEHTOB KPOBM B 103e 15-20 MJI/KT, a TaKKe cumnTomaTtunye-
CKas Tepanus, HanpasfeHHas Ha CTUMY/IALIMIO reMonoa3a.
B xofie CTaLMOHAPHOro fleYeHUs Gbi10 BbIMOMHEHO reHe-
Tnyeckoe uccrnegoBaHue MTAHK, pesynbratel KOTOPOro
no3BOAUAM MOATBEPAWTL auarHo3 CIl. Bce MeauLMHCKUe
BMeLlaTeNbCTBA OCYLLECTBAAIUCH B paMKaXx NporpaMMbl 065-
3aTeIbHOr0 MEAMLMHCKOro CTPaxoBaHWs; afibTepHaTUBHbIe
WK KOMMIEMEHTAPHbLIE METOAbI IEYEHUS HE MPUMEHSATUCD.

[AMHamMuKa 1 ucxopbl

B avHamuke 3aboneBaHWs Mnocne NepBOro KOHTaKTa
oTMeYanocb BONHOOBGpa3Hoe TeYyeHWe aHEMUYECKOro CUH-
ApOMa C YepeaoBaHUEM 3NU30A0B YXYALEHUS U YacTUYHOM
cTabunmndaumm Ha GoHe npoBoauMMoKn Tepanuu. B nepuopa
rocnutanudauum nauneHT c 1 mec 12 aHen o 2 mec 17 gHen
Haxoauncs 36 KOWKO-AHeW B cTauuoHape, rae cocTosiHue
pacLeHUBanoCh KaK TSXKenoe ¢ Nocaeyowmm ynyylieHem.
C uenblo KynupoBaHWS aHEMWKW 3aMeCTUTENbHblE FEMO-
TpaHcdy3un NPOBOAMANCH Ha 2-€ 1 20-€ CYT KU3HU, a TaKkKe
B 1 mec 19 aHen n 2 mec 5 gHeln. Ha ¢poHe TpaHchy3noHHOWM
TepanuM U WHTEHCUMBHOIO JIEYEHUS K MOMEHTY BbIMUCKHM
ypoBeHb Hb coctaBun 112 r/n, NpuU3HaAKOB MePErpy3Kku
Kene30M He 0TMeYanoch, YTO NO3BONIIO BbiNUcaTb pebeH-
Ka B yAOBNETBOPUTENIbHOM COCTOSIHUM MO4 aMbynaTtopHoe
HabnoaeHue.

Mocne nony4yeHns pesynbTaToB reHeTUYeCcKoro o6¢cneno-
BaHus B Bo3pacTe 1 Mec 26 gHel pebeHOK KOHCYbTMPOBaH
BpayoM-reHeTMKoMm: auvarHo3 CIl pacueHeH Kak AoCcToBep-
Hbl, H8 MOMEHT KOHCYNbTauuKn 3TUOTPOMNHAa U naToreHe-
TMYecKas Tepanus JaHHoro 3aboneBaHWs He paspaboTa-
Ha, fle4eHne HOCUT CUMNTOMaTUYeCKUi xapakTep. MauneHT
NPU3HaH HyXAalWwUMes B MYNbTUAMCLMAAMHAPHOM NoA-
xo4e n obopMAEeHUU nanauMaTMBHOro craTtyca, 4To 6blno
peannM3oBaHO NPU BbINUCKE M3 CTaLMoHapa.

MpKn KOHTPONbHOM amMbynaTopHOM 06CcneJoBaHUMU B BO3-
pacTe 3 Mec 16 AHeN OTMEYEHO MOBTOPHOE CHUXKEHME NOKa-
3aTenen nepudepnyeckon kposu: Hb go 76 r/n, nenKouuTbl
1o 3,74 x 109%/n, Tpom6oumTLl A0 107 x 10°%/n. Mo AaHHLIM
NabopaTtopHOro MOHUTOPUHIA TaKXe PerncTpupoBanChb
3MMU30[bl BblpaxeHHON runepnaktateMuu (4o 5,1 mmonb/n),
COOTBETCTBYIOLIME MPU3HAKaM MWUTOXOHAPWANbHOM [AuUC-
GYHKLUMKN. AHEMUYECKUI CMHAPOM OblNl KynupoBaH Ha ¢doHe
NpoBeAEeHUs 3aMeCTUTENbHOM reMoTpaHcdy3uu.

B panbHenwem nocne sepnduKaunmn gnarHosa pebeHoK
eXXemMecsa4HO rocnutTann3mpoBascs B cTaunoHap Ans npo-
BeAEHUs 3aMeCTUTENbHbIX FeMOTPaHCPY3Un IPUTPOLUT-
cofeprKalnumMmM KOMMOHEHTaMKU KpPOBM (IpuTpouUTapHas
B3BECb, OTMbITblE 3PUTPOLMTLI) C MHAMBUAYANbHbIM NOA-
60pOM C Lenblo KynupoBaHus aHemun. B Bo3pacTe 4 mec
22 pHen ypoBeHb Hb coctaBun 65 r/n (3puTPOLNUTbI —
2,34 x1012/n), B 5 mec 24 gHa — 80 r/n (apuUTpoLu-
ol — 2,82 x 10%2/n), B 7 Mmec — 79 r/n (3pUTPOLUTHI —
2,71 x 10%2/n). MpuBEPIKEHHOCTb NEYEHUIO OLIEHMBaNach
KaK cpefHsis; KOHTPOJSIb COCTOSIHUS OCYLLECTBASNCA Meau-
UMHCKMMU pabOTHUKaMK cTauuMoHapa W MNOAUKAUHUKM
COBMECTHO C MaTepblo NauneHTa, Npu 3TOM AOCTOBEPHOCTb
NOAYyYEHHbIX AaHHbIX pacLeHnBanacb Kak BblCOKas.

MporxHos

CI OTHOCHTCS K TSXKENbIM KU3HEYrPOXKaloLWmMM COCTOS -
HWAIM, MPU KOTOPbIX OCHOBHbLIMKU MPOrHOCTUYECKUMKU daK-
Topamu ABASIOTCS BbICOKMIM PUCK Pa3BUTUSA TAXKENbIX MeTa-
60NMYECKNX KPHU30B, MHPEKLMOHHbIE OCNIOXKHEHUS Ha GOHe
LUMTOMNEHUN, a TaKKe pas3BUTUE IHLOKPUHHBIX U HEBPOSIOTM-
YECKMX HapyLLEHWUN.

PaHHs9 gnarHocTMKa 3aboneBaHns B KPaTKOCPOYHOM
NPOrHo3e paccmaTpuMBaeTCs Kak 6naronpusTHbIM MNPOrHo-
CTUYECKMIN NPU3HAK, OAHAKO AOSITOCPOYHbIM NPOrHO3 OCTa-
€TCq BO MHOIOM HeomnpeaefneHHbIM, YTO 06YCNOBEHO paH-
HUM pebtotom CI1 U BbipaXKEHHbIMKU FeMaToNorMyecKUmm
HapyweHnaMn. HecMoTpsi Ha BpPEMEHHYO cTabunusauuio
nokasarenen KpoBu Ha GoHe 3amMeCcTUTeNIbHON TpaHchy3u-
OHHOM Tepanuu (noBblleHne ypoBHS Hb go pedepeHCHbIX
NS BO3pacTa 3HAYeHUM K MOMEHTY BbIMUCKK), B AMHAMUKE
oTMeYanncb NOBTOPHbLIE 3NU30Abl aHEMWUHU C €r0 CHUKEHMEM
[0 65-89 r/n n coxpaHsatowancs TPOM60LUTONEHNUS Ha YPOB-
He 90-100 x 109/n. He6naronpuaTHbLIMM MPOrHOCTUYeE-
CKUMK daKTopamu SABNAAIOTCA BbICOKas TpaHCchy3MOHHas
3aBUCUMOCTb C PUCKOM MOPa*KEHUs BHYTPEHHWX OpraHoB
(nevyeHb, MUOKapa, NOAXenyLoyHasa xenesa) npu passu-
TUM BTOPUYHOWM NEeperpysKku »Kenesom, a TaKKe 3anuM3ogbl
BbIpaXeHHOW runepnakratemmun (oo 11,2 mMmMonb/n), CBU-
[LeTenbCTBYyOWME O paHHEM BOBJ/IEYEHUN METabOoNNYECKUX
MEXaHU3MOB W MNPOrpeccupylollen MWUTOXOHAPUANbHON
AMCOYHKUMKU. OTHOCUTENBHO 61aronpuUaTHbBIM MPU3HAKOM
Ha AaHHOM 3Tane SBNAAETCS CcoxpaHeHue OYHKUUN KU3-
HEHHO BaKHbIX OPraHOB W OTCYTCTBME BblpaxeHHOW Mneye-
HOYHOW M NaHKpeaTMYeCKOM HeAoCTAaTOYHOCTM MO [AaH-
HbIM WMHCTPYMEHTalbHbIX U NabopaTopHbIX UCCNeaoBaHUM.
HeonpegeneHHOCTb NPOrHo3a cBsfi3aHa C HEBO3MOXHOCTbIO
npefcKasaTb CPOKMU NOSIBAEHNUS U TEMIMbI NPOrPECCUPOBAHMS
MY/IbTUCUCTEMHbIX OCIOXKHEHWUI, YTO onpeaenseT Heobxoam-
MOCTb A/IMTENbHOI0 CMneLManM3MpoBaHHOIro HabnoaeHUs.
B cBfi3n ¢ KpalHe HebnaronpuaTHbLIM MPOrHO30M Mcxoda
3a601eBaHUsA U OTCYTCTBMEM ITUOTPOMHOM U NaToreHeTnye-
CKOM Tepanuu nauueHTy odopmaeH nanaMaTuBHbIR cTaTycC.
CornacHo nutepaTypHbiM AaHHbIM, 60/iee 4eM Y NONOBUHbI
nauMeHToB ¢ paHHen MaHudecTaumen Cl netanbHbIN Ucxoq
HacTynaeT B Bo3pacTte Ao 3—5 eT, 04HaKO MHANBKAYabHOEe
TeyeHue 3aboneBaHns octaeTcs BapnabenbHbiM, YTO TPeby-
€T AMHaMWYECKOM OLLeHKM MPOrHo3a.

BpemMeHHas wKana

[Onsa HarnaaHoro npeacTaBneHns TeyeHns 3a6oneBaHns
y NaluMeHTa HUXe NpuBeaeHa BpeMeHHasn WKana, otTpaxato-
L|as OCHOBHble 3Tanbl KJIMHWYECKOro HabnaeHUs OT Heo-
HaTaNbHOro nepuoda [0 TeKywero mMomeHTta. B Tabnuue
nocneaoBaTeNbHO NpeAcTaB/eHbl KNtoYeBble COObITUSA, Ana-
rHOCTUYECKME HaX0oKN U nevyebHble BMellaTeNbCTBa B XPO-
HONIOrMYEeCKOM MopsaKe.

MpeactaBneHHasas BpeMeHHas LWKana [AeMOHCTPUPY-
€T MPOrpeccupyiollMi xapaktep 3aboneBaHuUa C pPaHHUM
1e60TOM remMaTo/IorM4ecKnx n MeTaboiMyecKmx HapyLeHnn
n nocneaytollen BepudpuKkaumen auarHosa Crll. NonyyeHHble
[laHHble NOAYEePKMBAOT HEOBXOANMOCTb ASIMTENbHOIO AMHA-
MWYECKOro HabnaeHusa U MyNbTUAUCUMINIMHAPHOIO Moj-
X0[la K BeleHWt0 naumeHTa.

PeKomeHpgauuu

MauneHT BbiNMCaH U3 cTalMoHapa C peKoMeHaumsamu
no AafbHenWweMy AMHaMUYECKOMY HabBMIOAEHMIO Y y4aCTKO-
BOro neguartpa, remartosiora, HEBpoOAOra u aHLOKPUHONOra.
C yyeTom noatesepxaeHHoro guarHo3sa Cll nokasaHo cemen-
HOe KOHCynbTMpOBaHWe W HabnwgeHue Bpadva-reHeTuka.
YuyntbiBasg KpanHe HebnaronpusaTHbIM MPOrHO3 TeYeHUS
3a60neBaHns, PEKOMeHLOBaHa KOHCyNAbTauus ncuxonora
015 4NeHoB ceMbU. Heo6xoaMM perynspHbin 1abopaTopHbIn
KOHTPONb KIMHMYECKOrO aHanuM3a KpoBu He pexe 1 pasa
B 10-14 nHen ¢ oueHKon ypoBHS Hb, Tpom6ounTOB, Nen-
KOLIUTOB M PETUKYIOLMTOB, @ TaKXKE MOHUTOPUHI BUOXUMU-
YeCKMX NoKaszaTenen KpoBM ANA OUEHKM QYHKLMI NeyveHu,
NOAXKeNyA04HON Kenesbl, MapKepoB BTOPUYHOW neperpys-



Ta6nunua. BpemeHHasa AMHaMUKa KIMHUYECKMX NPOSBAEHWUI, AMarHOCTUYECKUX U Ne4ebHbIX MeponpuaTuil npu cuHapome MNupcoHa y pebeHKka
Table. Temporal dynamics of clinical manifestations, diagnostic and therapeutic measures in children with Pearson’s syndrome

N¢ Bo3pact/para

KnioyeBble COGbITUA U KIMHNYECKHUE faHHble

1 PoxaeHne

Pe6eHoK oT BTOpoi 6epeMeHHOCTH, pofbl onepaTuBHble Ha 37-i Hel Ha doHe NpeaKnamncuy;
Macca Tena — 2850 r, gnvHa Tena — 48 cm, APGAR — 8/9 6annoB

2 2-3-1 CyT KU3HHU

BbiaBneHa aHemust (Hb — 90 r/n); BbinonHeHa TpaHChYy3UST OTMbITbIX 06/ly4EHHbIX 3PUTPOLIMTOB
B no3e 20 mn/kr, Hb noBbiweH o 129 r/n

3 12-20-e CyT XNU3HH

MporpeccuposaHue aHemun 1 naHuutonenun (Hb 1o 73 r/n, TpomM6oumnThl A0 93 x 109/n, neiko-
LnTbl f0 3,73 x 109/n); nedeHne MHGEKL MM MOYEBLIX NyTei, NepeBoj B OTAENEHUe peaHuMaLn U
WHTEHCUBHOW Tepanuu HOBOPOXAEHHbIX

4 1 MEC YKU3HHU

Taxenoe coCTOAHME, NaHLMTONEHUS (TMNOpereHepaTopHas HOPMOXPOMHasa HopMoLMTapHasa aHe-
mus | ctenenn (Hb — 91 r/n, aputpountsl — 2,81 x 1012/n), Tpom6oumnTonenmns — 115 x 109/n,
nenKonenns — 4,46 x 109/n) ¢ MeTaBONNYECKUMK HapYLWEHUAMW U runepnaktateMuen 1o
11,2 MMonb/N; NOBTOPHasA reMoTpaHchy3ns, HEMHBaA3WBHas pecnupatopHasa noaaep:ka / CPAP,
Nno AaHHbIM MUENOorpamMmmMbl — FMNOKAETOYHbIM KOCTHBIA MO3I

5 locnutannzaums (36 aHen)

lfocnutanusaumnsa 36 KOMKO-aHEN; BbiBeHa KpynHaa aeneumns MTAHK, noaTBepkaeH anarHos Crl;
BbinMcka npu Hb 112 r/n

6 Mocne BbINUCKK / NPOrHO3

MoBTopHbIe cHMeHns Hb o 65-89 r/n u neikonenus [o 2—3 x 109/n; BLICOKMUA PUCK MYNbTH-
CUCTEMHbIX OC/IOXHEHWUIN, HEOBXOAMMOCTb MYNLTUANCLUNAUHAPHOIO NoAxXoAa; obopMaeH naniun-

aTUBHbIV cTaTyC

KW Xene3oMm c nepuoanyHocTblo 1 pa3 B 3 mec. PebeHoK
yrpoxaem no COCTOSHUIO MeTabosIMYECKOro KpU3a, B CBA3U
C YyeMm TpebyeTcs KOHTPOJIb NMOKa3aTeflen KUCIOTHO-OCHOB-
HOro coCcTosiHMA 1 pa3 B 2—4 Hef.

MNoKkazaHo npoBefeHne ynbTPa3ByKOBOr0O UCCIEA0BaHNUS
OpraHoB OPIOWHON MOMOCTU U MOYEK, axoKapauorpadum,
3fleKTpoKapanorpadun 1 pas B 6 Mec, a TaKKe NpoBeaeHne
MarHWTHO-pe30HaHCHOM Tomorpaduu nevYeHn u MuoKapaa
B pexume T2 ANna OLEHKU MEPErpy3KM OpraHoB XKeNe3oM.
PekomeHgoBaH npuem ¢GoOnMEBON KUCNOTbI M MpenapaTos
mMeTabonunyeckom Tepanuu (pubodnaBuH, yOULEKapeHOH
W NIeBOKapPHUTUH). DKCTPEeHHas rocnutanu3auns nokasaHa
npu cHUxeHun Hb Huxke 80 r/n u/unu TPOMOOLIUTOB HUXKeE
25 x 109/n, a Takxe Npu NOSBNEHUM NPU3HAKOB KPOBOTE-
YeHUN.

OBCYXAEHHME

[aHHbIN KIMHUYECKUIA cyYan npeacTaBnseT cobom npum-
MEpP TUMUYHOrO, HO [AMArHOCTUHECKU CIIOXKHOMO TEeYeHMs
ClN y pebeHKa rpyaHoro BospacTa, NpuM KOTOPOM pPaHHMWM
LeBI0T rMnopereHepaTopHOn aHeMUU CMEHWCA Pa3BUTUEM
naHuuToneHuu. Mo AaHHbIM POCCUUCKUX M 3apyberHblX
ny6anKaLumni, CXO4HbIM reMaToNorMyeckui 4e6loT ¢ aHeMUEN
B HEOHaTaNbHOM Nepuoe KaKk nepBbiM U ANUTENLHOE Bpe-
MS BEAyLWMUM MNPOSBNEHUEM CUHAPOMA HepenKo MPUBOAUT
K 3agepyKke BepuduKauumn guarHosa [1-4, 6, 7]. B npea-
CTaB/N€HHOM Habnlo4eHUNn CBOEBPEMEHHOE MpoBeleHue
paclIMPEHHOro AMarHOCTUHECKOro MOMUCKa, BKIOYaBLUero
Mop®dONornyecKkoe nccnefoBaHe KOCTHOro Mo3ra u mosne-
KyNipHO-reHeTu4yeckoe noarsepxaeHve geneunn MTAHK,
nos3sonuno noaresepauts CIl Ha paHHeM 3Tane, 4TO MOXHO
pacLeHnBaTb KaK MNOMOXWUTENbHbIN pe3ynbTaT OKa3aHWs
MEANLMHCKOM MOMOLLH.

TeM He MeHee, KNMHUYECKOe TeYeHWe CUHAPOMa COoMpo-
BOX/JanoCb PAAOM HebNnaronpusaTHbIX GaKTopoB, TaKuX
KaK HeO06X0AMMOCTb MNOBTOPHbIX reMoTpaHCcdy3ui, aNn3oabl
BblpaXXeHHOW runepnakTateMmu n BonHoobpa3Has AuHaMu-
Ka nokasatenemn nepudepuyeckom KpoBu. 3T 0COGEHHOCTHU
COOTBETCTBYIOT AaHHbIM A. Yoshimi v coaBT. [6], J. S. Son
n coaBsT. [7], a Takxe N. Greenberg-Kushnir n coasT. [10].
OnucaHHble MPOSIBAEHUA OTparkaloT Ki4YeBble nartore-

HeTu4yeckne mexaHusmbl CIl, cBfi3aHHble C HapylleHuem
OKUCNUTENBHOIO GOCHOPUNIUPOBAHUA U IHEPrETUYECKOTO
06MeHa B BbICOKO3IHEPro3aBUCUMbIX TKaHAX, Npexje Bce-
ro B KOCTHOM Mo3re. Kak 1 B psage paHee onyb6/MKOBaH-
HbIX HabNoAEHUN, BpeMeHHas cTabunnadaumsa remMartonoru-
YeCKuX Mnokasartefien Ha doHe TpaHchy3MOHHOM Tepanuu
He comnpoBoOXJanacb CTOMKUM yny4ylleHuem TeyeHus 3abo-
NIEBaHUA U He aBnanack 61aronpPUATHLIM NPOrHOCTUYECKUM
npuaHakowm [3, 9, 10].

OrpaHvyeHneM OKa3aHUs MeLULIMHCKON NOMOLLM B OMK-
CaHHOM K/IMHUMYECKOM Clly4ae fBWSIaCb HEBO3MOMXHOCTb
NpPoBeAEHUS PacMPEHHOr0 MeTaboNMYECKOro CKPUHUHIa
N paHHEen OLEHKM 3K30KPUHHON YHKUMKU NOAMKENYLOYHOM
enesbl, 4To 6b1I0 06YCNOBAEHO BO3pacToM nauneHTa [13].
Mofo6HbIE OrpaHuyeHus, NPenaTCcTBYIOLME MOSTHOLLEHHON
[AMarHoCTUYECKON OLLEHKE B OCTPOM nepuoe 3abonesaHus,
TaKXe onucaHbl B fiMTepaType U MNOAYEPKMUBAIOT CIIOXK-
HOCTU KOMMNEKCHOrO0 BeLEHUS MaLUEHTOB C CUMHAPOMOM
MupcoHa Ha paHHUX 3aTanax [4, 8]. AnbTepHaTUBHbIE NOA-
XO4bl K Tepanuu, BKJYas TpaHCniaHTauMOHHble cTpaTte-
MU (MUTOXOHAPUanbHasa TpaHcnaaHTauus, TpaHcnaaHTauus
reMOMNO3TUYECKUX CTBONOBLIX KIETOK MPWU BbIPaxeHHbIX
reMaTo/IorMYeCcKmnX HapyLeHUsX), onucaHbl JiMllb B OTAENb-
HbIX NYGNUKaLMUAX U HE JEMOHCTPUPYIOT YOEeAUTENbHbIX AaH-
HbIX B OTHOLIEHWMW YNYYLIEHUS BbIXXMBAEMOCTU UMK Npodu-
NIAKTUKN MYNIBTUCUCTEMHBIX OC/IOXXHEHUW. B CBA3KM C 3TuM
nofo6Hble MeTOAbl MOTYT pacCMaTpPUBaTLCS TONbKO B UHAM-
BUAyaNbHOM MOpsAAKE U He MOryT ObiTb PEKOMEHOBaHbI
KaK YHUMBepcanbHbl cTaHjapT BefeHusa nauuneHtos ¢ CIl
[8, 10].

UTaK, npuBeAeHHbIN KIMHWUYECKUW ChydYan NOAYEpPKM-
BaeT HeOO6XOAMMOCTb BbICOKOM HaCTOPOXEHHOCTWU Bpa-
yen B OTHowWweHuK CIl npu runopereHepatopHoOn aHemuu
y LeTew rpyaHoro Bo3pacTa, a TaKKe BaXXHOCTb paHHEero
rEHETUYECKOro NOATBEPXKAEHUS AnarHo3a. BmecTe ¢ Tem
aBTOPbl CYMUTAIOT, YTO BbIBOAbI, KOTOPbIE CAeNaHbl Ha OCHO-
BaHWW OLHOr0 HabIOAEeHUS, AOSIXKHbI MHTEPNPETUPOBaTLCH
C OCTOPOXHOCTbIO U HE MOTYT ObITb HANPAMYIO 3KCTpano-
IMPOBaHbl Ha LWMPOKMKE rpynnbl NauMeHToB, YTO COOTBET-
CTBYET O6LENPUHATBIM NPUHLMNAM aHain3a KIMHUYECKUX
cllyyaes.
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KPATKUE COOBLUEHUA

3AK/IIOMEHUE

OnUcaHHbIN KAMHUYECKUM CcydYan HarnsggHo [AeMOH-
CTPUPYET CNOXHOCTU PaHHENW AMArHOCTUKM PELKUX MUTO-
XOHApUWanbHblX 3abofieBaHuni y AeTen rpyaHoro Bo3pacTa
M Bap1abenbHOCTb MX HavaslbHbIX KITUMHUYECKUX MPOSBAEHUN.
Mcnonb3oBaHWe MNoaTanHoOro AvarHoCTUMYECcKoro noaxona
C BKJIlDYEHMEM MOPDONOrMYECKOro U MONEKYNSAPHO-TEHETU-
4eCKOro nccneaoBaHni NO3BOINIO0 YTOYHUTb XapaKkTep 3a60-
NeBaHna 1 ONpPeaenvTb AanbHeNWyo TaKTUKY HabnaeHus.
BbiiBNEeHHble orpaHuyeHuns, CBA3aHHble C TAKECTbIO COCTO-
AHUSA NaLUeHTa U BO3PacTHbIMU OCOBGEHHOCTSAMM, NOAYEPKU-
BalOT HEOBXOAUMOCTb ONTUMUIALIMKN UArHOCTUYECKMX anro-
PUTMOB Ha paHHWX aTanax 3aboneBaHus. NpeacTaBieHHble
KJIMHWKO-Na6opaTopHble [aHHble MOryT cnoco6¢cTBOBaTb
dopmMupoBaHuo 60oiee 060CHOBAHHOW HACTOPOMKEHHO-
CTM B OTHOWeHuU CI1 npu runopereHepaTopHbiX aHEeMUsIX
y MnageHueB. MoflyYeHHbI KAMHUYECKWUIA OMbIT NOAYEPKU-
BaeT 3HAYUMOCTb MEN/AWUCLMMIMHAPHOIO B3anUMOAENCTBUSA
M MOXET ObITb YYTEH NMPU aHaNM3e aHaNOrM4YHbIX KIUMHWUYE-
CKMX CUTYyaLMi B NeanaTpuyecKon NpaKkTUKe.

UWHOOPMUPOBAHHOE COIJIACHE

BBMay NOAHOW aHOHMMM3aUWW AAHHbIX MauueHTa
(Cc MCKNoYeHneM ntobon naeHtTuduumpyowen MHbopmaLumm)
MHPOPMMPOBAHHOE AOBPOBO/ILHOE COrflacne OT 3aKOHHOIo
npeacTaBUTENs NauMeHTa He TpeboBanoch.
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