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AHHOTAIUSA

Beenenme. Hacrnencteennas ocreomuctpodus Ounbpaiita (ICEBAOTHIONAPATHPEO3) — ayTOCOMHO-PEICCCUBHOE
3aboJieBaHUE C KIIMHUKO-1a00paTOPHBIMHU NPU3HAKAMH HEIOCTATOYHOCTH MapaIlMTOBHIHBIX JKelle3 (THIOKalbIeMHeH,
runepgocdaremMueii, MOBBIIICHHONH CyJIOpPOXXKHOW TOTOBHOCTBHIO) Ha (DOHE TOBBIIICHHOTO YPOBHS IapaTropMoHa M
HEYYBCTBHUTEJILHOCTH Nepr(eprYecKux TKaHEeH K IMapaTropMOHy H3-3a Jedekra T'yaHHHHYKJICOTHACBS3BIBAIOIIETO
oenka-anbda (ren GNAS). Ilpu oTcyTcTBHM paHHEH AMArHOCTHKUA W CHCTEMHOTO HAaOJIIOAEHHS, BO3MOXKHO Pa3BUTHE
OCJIOKHEHHUI: CYJIOPOKHOTO CHHAPOMA, OCTEONOpO3a U MHOXKECTBEHHBIX mepenoMoB. Lleb ucciienoBanus — onucarb
KIMHAYECKHH cirydaii ocreomuctpoduu Onbpaiita (ceBmorumonapatupeos) y pedberka 4 net 10 mecsnes. Matepuaj u
MeToabl. [IpoBesieH OOBEKTHBHBIA OCMOTp MAIMEHTA C OLCHKOW (PU3NYECKOro pa3BUTHS, aHAIM3 JAHHBIX aHAMHE3a,
Pe3yibTaToB 1a00PATOPHBIX U HHCTPYMEHTAIIBHBIX METO/IOB HCCIIeI0BaHus. PaccuuTan palimoH MUTaHUs JJ1s1 KOPPEKIMU
HYTPUTHBHOTO cTaryca pedeHka. Pe3ynbraThl. Mansuuk A., 4 roga 10 MecsileB, rOCIUTAIN3UPOBAH B TIEJHATPUUECKOE
oraenenue 'AY3 CO «/lerckas ropojckas kiuHW4Yeckas OojipHUIIa Ne 9» B IUTaHOBOM MOpsKe C kajobaMH Ha
3aJIep’KKy CTaTHKO-MOTOPHOTO U NICHX0-PEUeBOro pa3BuTHs, Aedopmanuto kocreii ckenera. [Ipu 00beKTUBHOM 0cMOTpE
BBISBJICHBI XapakTepHble Juis octeoaucTpodun OndpaiTta CUMITOMBI: 33iepiKKa (PU3NUECKOTO Pa3BUTHS, OTCTaBAaHHUE
YMCTBEHHOT'O pa3BUTHSI, IYHOOOpa3HOE JIUII0, KOPOTKas I1esl, KOCTHbIE Ae(hOPMAIHH, KaTapakTa, OTI0KEHHE NOAKOXKHBIX
KalblMHATOB. BhiBOABI. PaHHss auarHocTuka 3a0oieBaHMs, CHCTEMaTHYECKOE HAOJIONCHHE CIELUAIHCTOB JOJKHBI
Croco0CTBOBATh MPOMUITAKTUKE OCIOXKHEHUH 3a00ICBaHHUS.

Kuarouesblie ciioBa: ocreoauctpodust Onbpaiita, NCeBIOrunonapaTupeos, KOCTHbIC AehopMaIuu, IeTH.

CLINICAL CASE OF ALBRIGHT'S ACTUAL DYSTROPHY
(PSEUDOHYPOPARATHYROIDISM)

Losenkova Sofia Sergeevna, Khrushcheva Elena Aleksandrovna, Shimova Elizaveta Evgenevna,
Martynova Tatyana Aleksandrovna

Department of Faculty Pediatrics and Propaedeutics of Childhood Diseases

Ural State Medical University

Children’s Hospital Ne 9

Yekaterinburg, Russia

Abstract

Introduction. Albright's hereditary osteodystrophy (pseudohypoparathyroidism) is an autosomal recessive disease with
clinical and laboratory signs of parathyroid insufficiency (hypocalcemia, hyperphosphatemia, increased convulsive
readiness) against the background of increased levels of parathyroid hormone and insensitivity of peripheral tissues to
parathyroid hormone, due to a defect in guanine nucleotide binding protein-alpha (gene GNAS). In the absence of early
diagnosis and systemic monitoring, complications may develop: convulsive syndrome, multiple fractures, and the
development of osteoporosis. The aim of this study - describe a clinical case of Albright's osteodystrophy
(pseudohypoparathyroidism) in a child. Material and methods. An objective examination of the patient was carried out
with an assessment of physical development, analysis of laboratory and instrumental research methods. The diet was
calculated to correct the nutritional status of the child. Results. Boy A., 4 years 10 months, was routinely hospitalized in
the pediatric department of the State Autonomous Institution "Children's City Clinical Hospital No. 9" with complaints
of delayed static-motor and psycho-speech development, skeletal deformation. An objective examination revealed
symptoms characteristic of Albright's osteodystrophy: delayed physical development, mental retardation, moon-shaped
face, short neck, bone deformities, cataracts, deposition of subcutaneous calcifications. Conclusion. Early diagnosis of
the disease, observation by specialists with systematic implementation of recommendations helps prevent complications
of the disease.

Keywords: Albright osteodystrophy, pseudohypoparathyroidism, bone deformity, children.

BBEJEHUE

Hacnencreennass ocreomuctpodust Onbpaiita, wiu nceporunonapatupeo3 (IMITIT) —
peIKoe TEeTepOreHHOE ayTOCOMHO-JOMHHAaHTHOE 3a0oyieBaHHe. B OCHOBe maroreHesa JICKUT
CHIDKEHHE UyBCTBUTEIBHOCTH OPraHOB-MHUILIEHEH (CKeJleTa U oYeK) K ACHCTBUIO MapaTUPEOUTHOTO
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ropMoHa (ITTT). PazButue MITIT CBSI3aHO c MOJICKYJISIPHBIM nedeKTom
I'YaHHHHYKJICOTH/ICBSI3bIBaoIIero Oenka-anbda rena GNAS1, pacnosoXeHHOTO Ha JJIMHHOM I1Iede
xpomocombl 20q13.2 [1, 2]. Ilpu OTCYTCTBUM paHHEH AMATHOCTUKH U CUCTEMHOT'O HAOJIIOJICHUS
BO3MOXXHO pAa3BUTHE OCJOXXHEHHUI: CyJOPOXKHOIO CHHAPOMA, MHOXECTBEHHBIX IIE€PEIOMOB,
ocreomnopo3sa [3].

370 mepBoe SHAOKPHHHOE 3a00JIeBaHNUE, HA IPUMEPE KOTOPOTO JOKa3aHO CyIIeCTBOBaHKE (peHOMeHa
HapyLICHHs TKAHEBOW YyBCTBUTEIBHOCTH K TOPMOHY NP HEU3MEHHOM MEXAaHU3ME €ro CEKpeLuu U
HOPMaJbHOM IJIA3MEHHOM YpPOBHE. PacnpocTpaHEHHOCTh IICEBJOTMIIONAPATHPE03a COCTABIISAET
okoJ10 1- 9 ciyuas va 1 000 000 uenosek [4].

Tepanus HanpaBiieHa Ha KOPPEKLUIO HapyLIeHUH (ochopHO-KanbIUEBOr0 0OMEHA C BKIIFOUCHHEM
IIpEernapaToB XoJeKalblu(eposia U INIIOKOHATa Kalnblusd [5].

Heabp wuccienoBaHMsi — ONUCATh KIMHUYECKWI ciydall ocreoauctpoduu Omnbdpaiita
(nceBmorumnonapaTupeos) y pedenka 4 ner 10 mecsies.

MATEPUAJ U METO/bI

Manpuuk A., 4 roga 10 mecdieB, Haxoauica B neauarpudyeckoM otnenenun ['AY3 CO
«/[lerckas ropozackas knuHudeckas 6oipHHIA Ne 9» ¢ 08.02.2024 r. mo 29.02.2024 ¢ auarHo3om:
HacJIe/ICTBEHHasl TeHeTHdeckass 0oJjie3Hb: HapylleHue (GpochopHO-KaIbLMEBOr0o oOMeHa TSKEION
dopmel. TlceBmnorumonaparupeos: ocreoauctpodust Onbpaiita. [IpoBeneH OOBEKTHBHBIA OCMOTP
MaIMEeHTa C OLIEHKOH (PM3NYECKOro pa3BUTHUSA B COOTBETCTBUM C MEXKIYHAPOAHBIMU CTaHAAPTAMU
BO3 (mporpamma Anthro), ananu3 pe3ynbTaToB Ja0OpaTOPHBIX M MHCTPYMEHTAIBHBIX METOIOB
uccieoBanus. Paccuutan palMoH NMUTaHMs A KOPPEKLMHM HYTPUTHBHOTO CTaTyca peOeHKa u
COCTaBJICHO MHAUBHUAYAIbHOE MEHIO.

PE3YJIbTATBI

Pebenok rocnurtanusupoBan B neauarpuueckoe otaenenne ['AY3 CO JI'Kb Ne 9 B

IUTAHOBOM TOPSIJIKE C KaJo0aMU Ha 3aJEp)KKy CTaTUKO-MOTOPHOI'O M IICHXO-PEYEBOrO Pa3BUTHUS
(perpecc HaBBIKOB), BRIPAKCHHYIO Je(OPMAIUIO KOCTEH CKelleTa, cl1aboCTh M MOTIMBOCTD.
W3 anamuesa 3a0osieBanus: B HossOpe 2023 1. peGeHOK Jieunics B TpaBMaTOJIOTHYECKOM OTAEICHUN
I'AY3 CO AT'KB Ne 9 ¢ quarHo30Mm: 3aKpbIThIi IEpeIoM IpaBoi OEIPEHHON KOCTU B CpEAHEN TpeTu
co cMelleHueM. B nanbHeiilieM peKOMEHJ0BaHO [HMCIIAaHCEpHOE HAOIIOJEHHE MeauaTpa,
TpaBMmaTojora W HeBpoisiora. HaOmioneHne yka3aHHBIX CHEIMATUMCTOB IO MECTY JKUTEIbCTBA HE
MIPOBOJIMIIOCH. 3a OCIEIHHM roJl MaTh peOeHKa OTMEYaeT CHUKEHNE MacChl Tella, yBeIMYSHHUE Yyhcia
KOCTHBIX Jiehopmaiinii rpyAHON KIETKU U KOHEYHOCTEH.

W3 anamHe3a >KM3HHM M3BECTHO, YTO peOeHOK poxamicad oT 5 OepemeHHocTH (3 pozos, 1
BBIKWJIBII), TPOTEKaBLIe Ha (QoOHe MepuHaTaIbHOro KoHTakra mo B20. Mate BO Bpems
0epeMEeHHOCTH B )KEHCKOM KOHCYJIbTAllMM He HaOIro1anack, He oocnenosanack. Posst 4-e (3 ponos,1
BBIKU/IBII), CPOUHBIE, B cpoke 39 Henenb, abgoMuHanbHble. Macca tena npu poxaenuu 4000 rp.,
JUIMHHA 57 cM., OLleHKa 110 1mKane Anrap — 6/8 6ansos. MickyccTBeHHOE BCKapMIIMBAaHHUE C POKICHUS.
AHTUPETPOBUPYCHYIO TEpamui0 peOCHOK MOJy4yasl TOJNbKO Ha 1-M Mmecsue *u3Hu. Belnucan us
poJioMa ¢ TUarHo30M: JKelTyXa HeoHatanbHas. LlepeOpanbHas uieMus Jerkol cTeneHu, OCTPhIN
nepuon. KpynHeiii HoBopoxkaeHHBINA. [IlTockas reManrunoma jieBoi ctomnsl. KaHanu103 KOXKHY STOAML.
Jucomo3 kumeunuka. [lepunaransubiii koHTakT no B20. Kapauonarus: anespuzma MIIIL. ©OO.
Baknunanus mpoBoauiach MO MHAMBHIYaJIbHOMY KaleHJapto. Mallbuuk poc M pa3BUBAJICS C
oTcTaBaHueM B pa3Butuu. B 2019 rony peOeHOk mepeHec cerncuc HEyTOYHEHHOM STHOJIOTHH.
Bynnesnyto nuoaepmuio, paclipoCcTpaHEHHYI0, TshKesnoe Teuenne. Kananao3 koxu. M3ommpoBaHHbIN
MOYEeBOH cUHApPOM (MHUKporematypus). I'ematutr HeyTouHeHHBIH. HopoBupycHyio wuH(pEKUuio.
BHebonpHNYHYI0 MTHEBMOHUIO B 3aJJHMX CETMEHTaX, BbI3BaHHYIO Pseudomonas aeruginosae, JIH 1II.
JIByXCTOpOHHMH ruapoTtopakc. HapyiieHne cepieyHoro putmMa M IPOBOAMMOCTH: CHHYCOBas
apUTMUS C TCHJICHIIUEH K Taxukapauu, 3mu30a61 MBP, Omm3oaer CA Gmokanbl 2 cTeneHu 2 TUIa,
cuapom nesanantauuu uHtepBana QT. Kapauomumonatus. Anemus III crenmenu, cmemranHoro
reresa. JIBC cunnpom JluarnoctupoBaHa Tsxkesnas KOMOMHUPOBAHHAs HMMYHHAsl HEJOCTaTOUYHOCTb.
B 2020 rony - ocTpblif OpOHXUT, OCTPBINA raCTPOIHTEPHT, OCTPHIN uenonedput. B Hos6pe 2023 roxa
MEepEHEC 3aKpBITHIM TMEepeoM MpaBod OEAPEHHOW KOCTH B CpEAHEH TPETH CO CMEIICHHEM,
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MPOBOAMIIOCH OTNEPAaTUBHOE JIeUeHHE (3aKphITas PEro3uliis OTIOMKOB). HaciencTBeHHOCTh: Tpoe
CTapIiuX JeTeil 370poBbl. MaTh, cO cioB, 310poBa, orerr ymep B 2019 r. (BUY-undexums,
TyOepkye3). OOpainaer Ha ce0si BHUMaHUE HEOJAromoIyYHbIid COIMAIbHBIA aHaMHE3.

[Ipy OOBEKTUBHOM OCMOTpPE Yy MAlMEHTa BBISBJICHBI XapakTepHbIC Ui OCTEOAUCTPOPUHU
OnOpaiiTa CUMOTOMBI: 3aJepKKa pOCTa, OTCTaBaHUE YMCTBEHHOTO pAa3BUTHUS, HAPYIICHUS
KabIueBo-pochopHOro oOMeHa, 0CTEOmOPO3, MHOKECTBEHHBIE TIEPEIOMEI U iepopmanuu cKenera
(OameHHbIH Yepen, pacuIupeHne HUKHEHN anepTypbl TPy IHOM KIETKH, 1edopMalins KIIUUIl U pedep,
CTTIQ)KEHHOCTh (DM3MOJOTHMYECKUX HW3TMOOB TO3BOHOYHMKA), KaTapakra, JIyHOOOpa3HOEe JHIIO,
KOPOTKas 111esl, HU3KOPOCIIOCTh, OTJIOKEHHUE MOAKOXKHBIX KaJbIIMHATOB (peOepHbIe YETKH, OpaciieThl).

Onenka (u3MYeCKOro pa3BUTUS TNPOBENEHA 10 MEXIyHApOJHBIM craHaapram BO3
(mporpamma Anthro): poct - 80 cm (SDS poct/Bo3pact = - 6,54); macca - 8,8 kxr (SDS macca tena/poct
=-2,13). 3axmouenue: Hpu3nIecKoe pa3BUTUE HU3KOE, HYTPUTHBHASA HEIOCTATOYHOCTH 3 CTETICHHU.
B obmem ananmuze xposu oT 20.02.2024 r. BeIABieHO cHmkeHue Hb (109 r/m), MCHC (304 r/n),
nosbiienue RDW-CV (21,6 %), RDW-CD (61,7 ¢u1). B o6mem ananuse moun ot 12.02.2024 1. -
MuKporematypus (26,6), akantonuthl 0-1 B 1/3p., He3HauwTenbHass npoTeuHypus (0,25 /).
YpoBenb naparupeougHoro ropmonra ot 10.04.24 r. cocrasun 595,1 nr/mi. Ilpu GnmoxumMuveckoMm
uccienoBanre Moud oT 15.02.24 r. BbIiBIeHO cHIbKeHHE YpoBHs Kamust (17,90 mmonw/m),
kpearnnuHa (3706 MxkMonb/i), MoueBUHBI (373,9 MMoIb/). B GnOXuMHUYECKOM aHaHU3€ KPOBH OT
16.02.2024 r. OTMEYEHO CHWXEHHE YPOBHS Kajbls oOmero (2,1 MMOnb/1), Kalblus
norm3upoBanHoro (1,081 MMoIte/1), MO4eBO# KUCIOTHI (88,0 MKMOIIB/1T), MOUeBUHBI (1,8 MMOITB/T),
kpearunuHa (8,0 Mxmoip/m). Taxke 3apermctpupoBana rumodocharemus (0,9 MMOIB/a),
runoHarpuemust (135,7 mmonsw/im), runepkamuemus (5,2 MMOJIB/J), TOBBIIIEHHE AKTHBHOCTU
mienounoit gocdoraser (2333,0 En/m), ypoBHs TpuriuuepuaoB (2,3 mmons/i), skenesa (31,9
MKMOJIB/JT), KIUpEHca MO SHAOTeHHOMY KpeatuHuHy (486,00 mu/mun). Ha OKI ot 14.02.24 T.
oOpamiaer Ha cebss BHMMaHue Taxukapaus 150-158 B MuHyTy Ha (oHE CHHYCOBOIO PHUTMA,
W3MEHEHHE (a3bl pernosipu3anui B MHOKapae auddys3Horo xapakrepa. Y3U cepama c¢
nomnmneporpadueit ot 14.02.2024 r.: aunaTtaius JEBOrO XKeNyA04Ka, MUiaTalus KOPHS aopThl,
aopranpHas peryprutanus 0-1 crenenu, ®B- 61%. KT rpyanoit kinetku ot 13.02.24 r.: anre3uBHbIC
M3MEHEHHUS ¢ 00euX CTOPOH (MCXOJ MePEHECEHHON THEBMOHUNU?).

Ha KT BepxHUX ¥ HWKHHX KOHEYHOCTEH ONPENEISINCh KOHCOJIUAUPOBAHHBIC
MHOYKECTBEHHBIE MEPEJIOMBI: MPaBoi OeAPEHHON KOCTH B BEpXHEW, cpelHell U HIKHEH TpeTH co
CMeIlleHUEM, J1eBOW OePEHHOI KOCTH B BEpXHEH U CpeIHEN TPETH CO CMEIIEHUEM; TIPaBOH IIeUeBOI
KOCTH B CPEIHEHN TPETH CO CMELICHMEM I0J YIJIOM; JIEBOU IICYEBOM KOCTH B HUXKHEHN TPETU CO
CMEIlIEHUEM; KOCTel MpeAarsieubss B HWKHEH TPETH CO CMEUIEHHEM ¢ 00eMX CTOpPOH; INepenHen
tactuHKM 3-10 pebep cripaBa u 2-7 pebpa cieBa ¢ Aedopmarueil 1 perpoBepcueit xoaa peOepHbIX
IJTACTUHOK.

[TpoBeneHa KOHCYIbTALIMS T€HETHKA, JMATHO3: HACIIEICTBEHHAs FeHeTHYecKasi O0JIe3Hb:
HapyuieHue (ocpopHO-KalbLUeBOro oOMeHa Tsxkenoll Qopmel.  IlceBmorunonaparupeos.
Ocreonuctpodust Onbpaiita.

OBCYXIEHUE

OTcyTCcTBHE CBOEBPEMEHHOM JMArHOCTHKH 3a00J€BaHUs, PETYJSPHOrO HAOMIONEHUS U
HE0OXOUMOM Tepamuu CIOCOOCTBOBAIO 3aJ€pKKe (PU3MUECKOrO0 M YMCTBEHHOI'O pa3BUTHSA,
BO3HUKHOBEHUIO OCJIO)KHEHHH. KimHMuYeckas KapTHHAa OCHOBHOTO 3a00JIEBaHUSI OCIOXKHSETCS
MHOKECTBEHHBIMH JiepopmanusiMu  ckenera, (yHKUMOHaTbHbIMM Hapymenusmu GMFCS 1V
YPOBHSI, HyTPUTUBHON HEIOCTaTOYHOCTHIO 1 CTETIEHU, MUOKApMOAUCTPpOHEH CMEIIaHHOTO T'eHe3a
¢ HK 0 cr., curapoMoM XpOHMYECKOW acHUpaIriy, aare3uBHBIMH W3MEHEHUSMHU JIETKHX C 00eHX
CTOpoH, Nedopmanueit Tpaxen Ha ypoBHe Th I, peunmusupyromeil 1 ycTOH4YMBOI remarypue,
TUIepOKcalypHei, MOTOPHOH ananue, nceBao0ynp0apHoil tu3apTpueil, HeporeHHou aucdaruei.

VYuutsiBasg HAIM4YME HYTPUTUBHOW HEIOCTATOYHOCTH 3 CTEMEHM, PACUET MUTAHUS IIPOBEIEH
B COOTBETCTBHH C pPAacyeTOM »HHepromnoTrpedienus ocHoBHOro obmena (D00) mpu nomouu
ypaBHeHus Seashore’s. 900, kkan/cyT., coctaBuio: [55- (2x5)] x 8,8= 418,5 kxan. CyrouHas
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kanopuitHocTh pedenka: 00 + 20% (84 kxan) +40% (167 kkain) + 50% (209 kkain) = 880 kkan/cyT.
[IpencraBnen B Tabnure 1.

Hasnauen pexum Ne 4, 5 kopmiienuit kaxapie 4 yaca, ctos1 Ne 16. MHnuBuyaibHOE MUTaHUE
JIOJKHO OBITH 00OTAIICHO MPOAYKTOM JIEYeOHOTO MUTAHUS — MOTYIIEMEHTHON CMEChIO.

Tabmuua 1.
[IpruMepHOE MEHIO HA OJIMH JEHb
[Ipurem numty, 611010 O0BeM, /Mt KanopuitHoCTb, KKaI
3aBTpak:
Kama monounas 100 100
ITapoBoit omner 50 25
Yaii 100 0
Oben;:

Cyn 50 18
IIpotepToe msico 50 119
OBo1HOE MIOpe 50 44

DpyKTOBBIN KUCJIEIb 50 24
[Tonnnuk:
Tsopor 50 79
Ileuenne 10 40
[TomyanemeHTHast cMeCh 100 100
YxuH:
[Trope msicHOE 50 48
Monoynas kama 100 100
[TonmyanemeHTHast cMech 100 100
Bropoii yxuH:
[TomyanemeHTHast cMeCh 100 100
Bcero 897
BbBIBO/IbI

1.Ilpu BBIABACHHMH y peOEHKA I'PYJHOIO M PAHHErO BO3pacTa 3aJep>KKU (PU3HMUECKOro H
YMCTBEHHOT'O Pa3BUTHsI, MHOXXECTBEHHBIX KOCTHBIX Aedopmanuii 1 nepeioMoB, runeppochareMun
U TUINOKAIBLIMEMUHN CIIEAYET ONPENEIATh YPOBEHb IAapaTUPEOUIHOTO TOPMOHA, IO IOKA3aHUSIM
IIPOBOJUTH MOJIEKYJISIPHO-TEHETUYECKOE UCCIIEOBaHUE.

2.PanHsiss auarHocThka 3a0o0jieBaHUS M €ro IaTOreHeTHYecKas Tepamnusi IO3BOJISET
CBOEBPEMEHHO MPEIYIIPEAUTH PA3BUTUE TAKEIBIX OCIOKHEHUMN.

3.MuauBuayanbHbli  MOAXOA K  Ha3HAUEHUIO JIEYEOHOrO MHTAaHUSA  CHOCOOCTBYET
BOCIIOJTHEHUIO U MOAAEP>KAHUIO TOJDKHOTO YPOBHS KajiblUs U BUTaMuHa D3 B opranusme.
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KJIMHUYECKHUHN CJIYYANH MUTOXOHJIPUAJIBHOI'O CHHIPOMA C MYTALIMEN
B I'EHE FBXL4

MaunbieBa Exkatepruna HaBJ‘IOBHal, JlxabpaunnoB Acanara Jlamxkmenus OFJ'IHl, IInorankoBa Mura
AnsbeproBHal?

'Kadenpa neauaTpuu u mporeeBTHKH BHYTPEHHNX Oone3Hed

®I'bOY BO «Ypanbckuil rocy1apcTBEHHbIN MEIULIMHCKUN YHUBEpcUTET» Mun3apasa Poccun
'AY3 CO «/Jlerckas ropojckas KauHu4YecKas 0osbHHIA No8»

ExatepunOypr, Poccusi.

AHHOTAIUA

Brenenne. MuroxonapuansHeie 3aboneBanns (M3) — rpymma HacIeCTBEHHBIX 3a00JIEBaHNI, CBI3aHHBIX C ePEKTaMU
B (pYHKIIMOHMPOBAHWH MHUTOXOHIPWH, MPUBOIAIINMH K HAPYMICHUAM SHEPreTHUECKUX (YHKIMA B KIEeTKaxXx. B
HacTosIee BpeMs BhIABICHO Ooiee 250 ToukoBbix MyTanuit MTIHK, a Takke MHOKECTBO Pa3MUYHBIX JACICHUN U
nepectpoek MTIHK. O myrtanuu B rene FBXL4, xotopas npuBoaut k uctomenuto Mmt/IHK 13 tuna B Mupe uzBectHO
Bcero 26 kiuHuuecKkux HaOmroneHui. Ileab ueejeoBaHus - M3YYHUTh U MPEACTABUTh KIIMHUYCCKUHN CiTydail ¢ MyTaluei
B rene FBXL4. Martepuan u mMeroasl. IlpoBesnen ananu3 u 06paboTKa BBINMHUCOK U3 UCTOPUU OOJIE3HH MAIMEHTKU W3
TI'AY3 CO «JAI'KBb Ne@» u I'AY3 CO «OKbB», pe3ynbTaTbl COOTHECEHBI C TUTEPATypPHBIMU JAaHHBIMU. Pe3yJbTaThl.
AmnTeHaTanpHO Ha 32 Henene GepemeHHocTd ycTtaHoBieHO BIIP ITHIIC: cunexuu GOKOBBIX >KEITyAOYKOB TOJOBHOTO
Mo3ra. YXyALIeHHEe COCTOSIHUA K KOHITY TIEPBBIX CYTOK. B TeueHHne nepBoro rojia >ku3HU OTMEUCHA 3a1€piKKa MOTOPHOTO
1 PEYEBOTO PA3BUTHSA. YPOBCHB JIaKTaTa B KpoBH Oe3 Tepamui 11,4. BeiBoabl. Curnpom uctormenus MtIHK 13-ro Tuma
UMeeT HeOIaronpusATHEIN MPOTHO3, OTHAKO TOYHAS THATHOCTHKA UMEET UCKITIOYNTEIHHO BaYKHOE 3HAUCHHUE JJIS1 MEIHKO-
TCHETHYECKOTO KOHCYJIbTUPOBAHMUS U ITO3BOJISIET MPEJOTBPATUTH MTOBTOPHOE POKICHHUE OOIEHOTO peOCHKA B CEMBE.
KiiroueBble ci10Ba: MUTOXOHIPHAIBHBIA CUHApOM, MyTauus B reHe FBXL4, makrar-aumaos, CHHAPOM HCTOLIEHHS
MtJAHK 13-ro THna, HOBOPOXKACHHBIE IETH.
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Abstract

Introduction. Mitochondrial diseases (MD) are a group of inherited disorders associated with defects in mitochondrial
function, leading to disruptions in cellular energy production. Currently, over 250-point mutations in mtDNA, as well as
numerous deletions and rearrangements, have been identified. Only 26 clinical observations of mutations in the FBXL4
gene, which result in depletion of mtDNA type 13, have been reported worldwide. The aim of the study was to investigate
and present a clinical case with a mutation in the FBXL4 gene. Material and methods. Analysis and processing of
medical records of a patient from Children’s Hospital Ne8 and Regional Children's Hospital were conducted, the results
are correlated with literature data. Results. Antenatally, at 32 weeks of pregnancy, ventriculomegaly with synechiae of
the lateral ventricles of the brain was diagnosed. Deterioration of the patient's condition by the end of the first day of life
was noted. Delay in motor and speech development was observed during the first year of life. The blood lactate level
without therapy was 11.4. Conclusion. Mitochondrial DNA depletion syndrome type 13 has an unfavorable prognosis,
but accurate diagnosis is of paramount importance for medical-genetic counseling and allows for prevention of the birth
of another affected child in the family.

Keywords: mitochondrial syndrome, mutation in the FBXL4 gene, lactate acidosis, mitochondrial DNA depletion
syndrome type 13, newborn infants.
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