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Pesiome. [licTanbHbIli peHanbHbIN TyOynapHbIi aumngo3s ¢ rnyxoton (OMIM 267300) — 310 pefkoe 3abone-
BaHMe, XapakTepu3ytoLleeca TAXeNbIM MeTaboIMyeckum aLuao30M BCIeACTBME HapyLEeHUA SKCKpeLnn Bo-
[OPOAHbIX IOHOB B JUCTalbHOM oTAene HedpoHa. HapylieHre Gpr3nyeckoro n NCMXOMOTOPHOIO Pa3BUTKA,
fedopMaLma KOHEYHOCTEW, SNeKTPONUTHbIE HapyLleHUA 6e3 JOMKHOIro N CBOEBPEMEHHOIO eYeHUA MOryT
NPUBOANTbL K UHBaNMAM3aLuUm yxe B CaMOM paHHeM Bo3pacTe. B cTaTbe onmcaH KAMHUYeCKUn cinyyai, oTpa-
MKaloLW M CIIOXHOCTb U KOBAapPHOCTb ANArHOCTMKM AUCTANbHOIO PeHanbHOro TybynapHoro aumao3sa y pebeHka
NMepBOro rofia *13Hu.

KnioueBble cnioBa: OucmasneHelli peHanbHbIt my6ynapHbil ayudos; demu; my6ysonamus; HelipoCeHCOpHAs
myaoyxocme.
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Abstract. Distal renal tubular acidosis with deafness (OMIM 267300) is a rare disease characterized by severe
metabolic acidosis due to impaired excretion of hydrogen ions in the distal nephron. Violation of physical and
psychomotor development, deformation of limbs, electrolyte disturbances without proper and timely treatment
can lead to disability at a very early age. The article describes a clinical case that reflects the complexity and
insidiousness of diagnosing distal renal tubular acidosis in a child of the first year of life.
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OncTanbHbIN  peHanbHbIN  TyOYNAPHbIA  aumao3
(OPTA) npepgctaBnfeT cOOOW reTeporeHHyl rpynmny
reHeTnyecKnx 3aboneBaHnin, xapakTeprsyoLwmnxca Ha-
pylueHrem npoLiecca 3akncneHua MoUn, NPUBOAALLMX
K TAXenoMy MeTabonmueckomy runepxiopemMmmyecko-
My aumnao3y C NoBbllWeHHbIM YpoBHeM pH mouu, runo-
Kanuemuen, runepkanbunypuen n HedpokanbLUHO-
30Mm [1-3]. KnuHn4eckummn ocobeHHOCTAMN ABNAIOTCA
3afiepXKa POCTO-BECOBbIX MOKasaTenemn, paxuT, He-
dpoKanbLUMHO3, MONNYpPUA, NONMAUNCUA N BO3MOXKHOE
pa3BuUTE XPOHMNYECKOW MOYEYHON HEe[oCTaTOYHOCTU
y NaumMeHTOoB, He nonyyvarLwmx Tepanuio [4-7].

BbigenAloT nepBuuYHble M BTOPUYHbIE MPUYNHDI
pa3BUTUA AUCTaNbHOTO pPeHanbHOro TybynapHOro
aumposa. K nepBnYHbIM OTHOCAT reHeTUYeCcKn aeTep-
MUHWPOBAHHYIO MaTONOrM0 TPAHCMOPTHbBIX CUCTEM C
ayTOCOMHO-AOMMHAHTHbIM WX ayTOCOMHO-PeLecCuB-
HbIM TUMOM HacnefoBaHuUA.

+ AYyTOCOMHO-AOMWHAHTHbIN, MyTauma reHa SLC4AT
(xpomocoma 17q21-22), HapyLlleHne CTPYKTypbl
XI0pUAHO-6MKap6OHaTHOro aHTMNopTepa-1 (AE-1 —
anion exchager 1) 6a3onaTepanbHO MembpaHbl
KOPTUKaNbHbIX CO6MpPaTeNbHbIX TPyOoUekK.

+ AyTOCOMHO-pPeLIeCCHBHBIA C TYroyxocTblo, MyTa-
umna reHa ATP6VIBIT (xpomocoma 2p13), HapyLue-
Hue cTpyKTypbl B1 cybbeanHuubl BOLOPOAHON
AT®a3bl BCTaBOYHbIX KNeTOK nonynauun A anu-
KaJibHOM MeMO6paHbl KOPTUKanbHbIX cobupaTesb-
HbIX TPybOOueK.

+ AyTOCOMHO-peLieccrBHbIN 6e3 Tyroyxoctu, My-
Tauma reHa ATP6V0A4 (xpomocoma 7q33-34), Ko-
avipytowero anbda-4 cybbeanHuLy BOJOPOLHON
AT®a3bl BCTaBOYHbIX KNeTOK nonynaumn A anu-
KaJibHOV MeMOpaHbl KOPTUKaJbHbIX COOMpaTesb-
HbIX Tpy6ouek [1, 2, 4].

AyToCcOMHO-peLieccMBHble  GOpMbl  [MCTaNIbHOMO
peHanbHoro TybynApHoOro aungosa ABNALTCA peaKu-
MU 3ab0neBaHMAMM C HEM3BECTHOW PacipOCTpaHeH-
HoCTblo B monynAuuun [7]. Hannune wnu oTcyTCTBUE
HapyLlLeHnI cilyxa ABNAETCA OCHOBHbIM deHoTUnmnye-
CKUM KpuTepuem, No3BONALWNUM Cy3UTb reHeTmye-
CKWI NMOWUCK ANA NoaTBepXAeHUA amnarHosa. MNpuymH-
Hble myTauun reHa ATP6V1B1 Knaccuyeckmn cBA3aHbl €
paHHel CeHCOHEeBpPaNbHOW TYroyxoCTblo, OfHaKO Chy-
Yaun KaHanbLEeBOro auMao3a C paHHen rnyxoTon TakxKe
onuncaHbl Yy nauneHToB ¢ myTauuamn reHa ATP6VOA4.
Hapagy c cemeiHbiMmn dopmamy 3aboneBaHua BCTpe-
YaloTCA 1 CNopaanyvecKune ciyyaun.

BropuuHble (nprnobpeTeHHble) dopmbl AUCTaNbHO-
ro PTA onucaHbl npy MHOTMX NaTONOrMYeCcKmx CoCTon-
HMAX, 00yCNOBNEHHbIX PacCTPONCTBamMm MeTabonrsma
KanbuuA ¢ HeGpPOoKanbLUHO30M Y rMnepkKanbuuypuren,
NnepBMYHbIM TUNepnapaTnpeonan3MomM, NeKapCTBeH-
HblIM M TOKCMYECKUM MOBPEXAeHneM, APYrumu no-
YyeyHbIMM 3ab6oneBaHMAMY, B TOM Yncie MeaynnapHom
KMNCTO3HOWM 60ne3Hbi0 1 ry6yaToil MOYKOW, ayTOUM-
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MYHHbIMK 3a6oneBaHUAMK (runeprammarnobynvHe-
MuA, cnHapom LllerpeHa, ayTOMMMYyHHbI renaTuT, TW-
peonant, ¢GUOPO3NPYIOLWNIA anbBeONUT, CUCTEMHAA
KpacHasa BONYaHKa, y3enKOoBbI/ NepruapTepunT).
HapylleHne 3Kckpeuum amMMOHWMA MpW BCeX Ba-
puaHTax BTOpuYHO. Peabcopbuma 6GukapboHaTta
KOJINYECTBEHHO HOPMasbHa, HO, B COOTBETCTBUM C
noBbllleHnem pH Mouu, onpefeneHHasa cTeneHb 6u-
KapboHaTypumn obaszaTenbHo npucyTctayet. MNpu Ta-
XKesIoM XpOHMYeCKOM MeTabonnyeckom aumaose Hell-
Tpanv3auma MOHOB BOLOPOAA NPOWUCXOAUT 3a cyeT
KOCTHOro KapboHaTa, UTo Bbi3blBaeT BbICBOOOXAEeHNe
KanbLuA 13 KOCTU BO BHEK/IETOYHYIO KUAKOCTb, YTO
BefEeT K HapyLIeHWIo ee HOPMaJIbHOWN CTPYKTYpPbI U pas-
HOO6pa3HbIM KOCTHbIM fedopMaLnam. DKCKpeLna Lu-
TpaTa B MPOKCUMaNbHOM KaHasbLie CHUXKEeHa, YTo AB-
NAETCA 0CHOBOW GOPMMPOBaHMA HePpPOKasbLIMHO3a.

KJIMHUYECKAA KAPTUHA OUCTAJIbHOIO
PEHAJIbHOIO TYBYJIAPHOIO ALLMAO3A

3aboneBaHue yalle MaHUdecTUpyeT B BO3pacTe oT
wectn mecAues Ao AByx net. Kak npasuno, ana APTA
XapaKTepHbl Hecneunduyeckne CUMNTOMbI: 3afepXKKa
MacCCO-POCTOBbIX MOKa3aTenen, paxmuTonoaobHble 13-
MEHeHUs CKeneTa, MbllleYyHasa FMMNOTOHUS, NOANypus,
nonuanncus.

JIABOPATOPHbIE U MUHCTPYMEHTAJIbHbIE
METOAbl AUATHOCTUKWN AUCTANIbHOTO
PEHAJIbHOIO TYBYJIAPHOIO ALLMAO3A

KucnomHo-ocHosHoe cocmosHue Kposu. OgHUM 13
OCHOBHbIX KpuTepueB nabopaTopHOM AMAarHOCTUKK
ABMAETCA BbiABIEHNe MeTabonmyeckoro aumposa, 3a
CUeT CHMXKeHUA cTaHfJapTHoro 6rkapboHata (HCO;")
B nna3sme <15 mmonb/n.

O6bwul aHanu3 moyu. Hanbonee xapakTepHa Lie-
noyHasa peakuma moum (pH >6,0), TakKe BO3MOXHO
CHVIXKEHNMe 3KCKpeLmy yuTpaTta n ammoHus [3].

buoxumuyeckuli aHanus Kpogu. I3ameHeHUs1 B 6uo-
XUMUYEeCKOM aHanu3e Kposu gna OPTA asnatoTca He-
cneynduryeckrMm, HO BO3MOXHO MOBbILIEHME YPOBHA
wenoyHon ¢ocdaTasbl, NapaTMpeongHoOro ropmoHa,
PEHUHA 1 anbAoCTepPOoHa.

FeHemuyeckoe ucciedogaHue. na OUCTanNbHOroO
peHanbHoOro TyGynapHOro aunao3a BO3MOXKHbl ayTo-
COMHO-AOMWHAHTHbIA TWUM HaclefoBaHWA C MyTa-
umnen reHa SLC4AT (xpomocoma 17¢21-22), a Takxe
ayTOCOMHO-peLlecCBHbIE TUMbl C MyTauMend reHOB
ATP6V1B1 (xpomocoma 2p13) n ATP6V0A4 (xpomoco-
Ma 7q33-34).

Ynempa3ssykogoe uccnedogaHue (Y3M). LOna puc-
TaJIbHOTO PEHANIbHOTro TYOYNAPHOro aumMao3a Xapak-
TEPHbI 3XO-NPU3HAKN HedpoKasbLUHO3a («CUHAPOMA
rMNepaxXoreHHbIX NUpamMma») no pesynbtatam Y3U no-
yekK, a TakXKe yposnnTmasa (coctaB MOYEBbIX KaMHen —
¢docdat kanbuma) [1, 2.
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C Lenbio OLEHKU BbIPAXKEHHOCTU PAaXUTUYECKUX W3-
MEHEHMI CKeneTa peKOMeH0BaHO NpoBefeHie PeHT-
reHorpadum Kuctei, onpefeneHme KOCTHOro BO3-
pacTa, AeHCUTOMETPUKN, peHTreHorpadumn TpyouyaTbix
KOCTell rofeHel ¢ 3aXBaTOM KOJIEHHbIX CyCTaBOB.

ANOOEPEHLUUANIbHAA AUATHOCTUKA
[eHeTMYeCKN [eTepMUHMpPOBaHHbIE GopMbl AUC-
TanbHoro PTA (I Tnn) Heob6xoaumo anddepeHumpoBaTb
oT npokcumanbHoro PTA (Il Tvn), B TOM umncie B cocTa-
Be cnHapoma QPaHkoHU (ge ToHu-[ebpe), nceBgormmno-
anbfoCTePOHM3Ma, MEePBUYHON TMepOoKCcanypun n He-
KOTOPbIX APYr1X BapraHTOB HeppoKanbLMHO3a.

JIEMEHUE ANCTAJIbHOTO
PEHAJIbHOIO TYBYNIAPHOIO ALLMAO3A

CornacHo KAMHMYECKUM pekoMeHpauuam [1, 2],
neyenuve PTA Il y geTenn 3aknio4yaeTca B NPUMEHEHUN
4% pacTBOpa 6UKapbOHaTa HaTpUA WAN UUTPATHOWN
cmecn B fo3e 10-15 MMONb/KF B CYyTKM B HECKONbKO
NnprYemMoB C LEenblo KOMMeHcaumm metabonnyeckoro
aumposa.

MockonbKy HecBOeBpeMeHHasA AmMarHocTrka 3abo-
NeBaHMA 3HAYMMO YXy[LIaeT KaueCTBO XKM3HU NaLeH-
TOB, @ B HEKOTOPbIX CJyYasAX MOXET CTaTb NPUYMHON
neTanbHOro NCXoAa, KONNEKTUB aBTOPOB CUMTAET He-
06XoAUMbIM 06paTUTb BHMMaHWE KOMer Ha Hanuyme
TaKoW NaTonornu, Kak AUCTanbHbI peHanbHbln Tyoy-
NAPHBIN aunMpo3, 1 NpeacTaBnseT BHUMaHMIO onuca-
HMe KNMHMYEeCKOoro clyyas.

OMUCAHUE KITMHUYECKOT O CJZIYYAA

MauwneHT B., 4 MecAua, BNepBble NIAHOBO MNOCTYMNW
B oTAeneHune Hedponorum CM6 FbY3 Arb Ne 2 CeaTomn
Mapwuun MarganuHbi.

AHamHes 3a6onesaHus. Mpu ckpuHuHrosom Y3U
MOYEBbIAENNTENIbHON CMCTEMBI B 2 MecALa BblABEHbI
3XO-Npu3HaKu HedpoKanbLUHO3a («CUHAPOM ruMnep-
3XOreHHbIX Nupamung»). B 4 mecaua BbiABNeHa ABYCTO-
POHHAA CEHCOHeBpaJibHaA Tyroyxoctb: crnpasa lll cte-
nenun, cnesa IV cteneHun.

AHamHe3 Xu3Hu. PebeHOK OT TpeTbel bepemeH-
HOCTW, TPeTbUX POAOB. Poabl Ha 39-11 Hefene, OLUeHKa
no wkane Anrap 8/9 6annos. Macca Tena npu poxpge-
Hun — 3560 r, gnuHa Tena — 53 cm. Ha 8- Hepene
6epemMeHHOCTM MaTb NepeHecsia HOBYIO KOPOHaBMpYC-
Hyto nHpekuyuio (COVID-19), nonyyana Kypc Hasalb-
HbIX [JIIOKOKOPTUKOCTepouaoB. HacnepnctBeHHOCTb,
CO CNoB MaTepwu, He oTtAroweHa. Ctapwwue getun (manb-
ynk — 8 neT, feBoyka — 4 roga) 340poBbI.

JaHHele 06vekmugHO20 ocMompa npu nocmyniie-
HUU 8 cmayuoHap. AnvuHa tena — 62 cm, macca Tena —
5500 r. CocTosHMe ypoBneTBopuTesnbHoe. cMxomo-
TOpPHOE pa3BUTME COOTBETCTBYeT BO3pacTy. KoxkHble
NOKPOBbI eCTEeCTBEHHOW OKpacKy, unctble. HepgocTa-
TOYHO Bblpa>KeHHbI MOAKOXKHO-KMpoBou cnom. OTme-
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YyaeTcAa rMNOTOHNA HUKHNX KOHeuHocTeln. TOHbI cepa-
ua AcHble, putmmyuHble. CLI Ha Bepxylwke. B nerkmx
OblXaHve ny3pusibHOe, NPOBOANTCA BO BCe OTAEsbl.
Xpwrnos HeT. KNBOT yMepeHHO B34yT, BOCTYMNeH rny6o-
Kol nanbnauuu. MNeyeHb +1,5 cm u3-nofg Kpasa pebep-
How pyru. CeneseHka He nanbnupyetca. CTyn Kawm-
Leobpa3sHblil, 3-4 pas3a B CyTKW, 6e3 naTonormyeckmx
npumeceii. MouencnyckaHve ceob6ofiHoe B NOATY3HUK.

JaHHele nabopamopHo-uHCMpymMeHmasnbHeiX Me-
mo0og 06¢/1e008aHUSH.

KnuHunyecknin aHanms KpoBu — B npepenax BoO3-
pacTHOM HOopMbl. [laHHbIX 3@ HapyleHue MUHepasnb-
HOro obmeHa He BbIIBIEHO (3NEeKTPONUTbI KPOBU —
HOPMa; MOYa Ha COOTHOLUEHME KanbUUN/KpeaTUHUH,
bochop/KpeaTMHUH — B nNpefenax Hopmbl). B o6wwem
aHanv3e Moun — LWenoYHas peakuus, 6e3 nsmeHeHus
MOYeBOro ocafka. HapyleHuna B KNCJIOTHO-OCHOBHOM
coctaBe (KOC) KpoBu BbiABNEHO He 6blno. B ropmo-
HanbHOM Npodurne 0TMEeYaNoChb CHUKEHNE YPOBHA Na-
paTMpeonaHOro ropmoHa Ao 9,63 nr/mn, noBblleHne
YPOBHsA peHrHa (>500,00 MKME/mn, pedepeHcHble 3Ha-
YyeHMA peHnHa ana geten go 1 roga He yCTaHOBNEHbI)
1 MOBbILEHMEe YPOBHA anbgocTepoHa o 935,3 nr/mn,
6e3 KNMHUYECKNX NPOABNEHUN. TUPEOUAHBIN CTaTyC,
17-OH-nporectepoH — HopMa. A30TOBbIAENNTENIbHAA
byHKUMA noyek ynosneTBopuTenbHas. [Npun KoHTpone
apTepuanbHoe faBneHve B npefenax LeneBblX 3Ha-
YeHun.

Mo Y3 MBC — 3xo-npu3Hakm «CMHAPOMA runep-
3XOreHHbIX NMpamma», 6e3 oTpuuaTenbHOM ANHAMUKNA.

PebeHOK KOHCYNbTUPOBaH 3SHAOKPUHONOrOM —
JaHHbIX 33 J3HAOKPWHOMOIMYECKYI0 MaToONormi Ha
MOMEHT OCMOTpPa He BbIAABIEHO. KOHCYNbTUPOBaH re-
HETUKOM: YUMTbIBas BYCTOPOHHIO HENPOCEHCOPHYIO
TYroyxocTb, 6bls1 BbINOJIHEH 3a60p KPOBU Ha nccego-
BaHWe MyTaumm B reHe GJB2 n aMMHOKMUCNOTbI KpO-
B/ — B paboTe K MOMEHTY BbINUCKMN.

Pe6eHOK BbINMCaH C OCHOBHbIM AAarHO30M; Hedppo-
KanbLUUHO3, Y COMYTCTBYIOLWUM: IBYCTOPOHHAA CEHCO-
HeBpasnbHaa Tyroyxoctb — cnpasa lll ctenenw, cnesa
IV cTeneHn. PekomMeHA0BAHO AMHAMMUYeCcKoe Habsto-
[leHne N KOHTPONbHOe 06C/efoBaHMe Yepes 3 mecAua.

MNoBTOpHaA rocnutanmnsauua — B aBrycte 2022 roga.
Ha momeHT rocnuTanusaumy pebeHKy WCMOMHUIOCh
10 mecAues. B gnHamrke oTMevanncb HM3KME Macco-
pocTtoBble Npubasku. B 6 mecAueB npoBefeHO CNyxo-
npoTe3npoBaHue.

C niona 2022 roga otmeyaeTca NOAUAUNCUA U MO-
nuypus. Mpn KOHTPONbHbIX NCCNefOBaHNAX COXPaHA-
NOCb NOBbILEHNE YPOBHA afpPEeHOKOPTUKOTPOMHOrO
ropmoHa (AKTT), anbgocTtepoHa. o gaHHbIM HeoaHO-
KPaTHOrO KOHTPONA 3NEKTPOJIUTHbIX HAPYLUEHWUI Bbl-
AIB/IEHO He 6bl10. B aHanu3ax Mmouu B AMHaMKKe oTMe-
YyaeTca CTOMKNA cABUT PH MOUM B LLENOYHYIO CTOPOHY.
Mpu KoHTpone Al 6biNn 3adUKCMPOBaHbI 3MN304bI
nosbiweHnAa Al go 110/60 mm pT.cT. [1o pe3ynbTatam

PRACTICAL NOTES



ISSN 2221-2582

reHeTnyeckoro obcnepoBaHna (0T AHBapA 2022 roga)
WCKITIOYEHbl HapyLLeHMA 06MeHa aMUHOKMCIIOT, UCKITHO-
YyeHbl MyTauuu B reHe GJB2. B 6 mecaueB nposefgeHa
KoppeKuua cnyxa.

JaHHble 06BekmusHO20 ocMompd npu nocmy-
njieHuu 8 cmayuoHap. OnuHa Tena — 68 cM, macca
Tena — 6,1 Kr (AUHamMnKa ¢U3NYeCKoro pPasBUTUS
npenctasneHa Ha puc. 1, 2). OTMeyaeTca 3agepxKa
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NCUXOMOTOPHOIro pa3BuUTHNA B npefenax ABYX mMecA-
ueB (oueHka nposoawunack no wkane Mpupontc). Co-
CcTosiHME yfoBneTBopuUTenbHoe. KoXKHble MOKPOBbI
€CTeCTBEHHOW OKPACKU, CyXmne, OTMEYaeTCs CHIKEH e
Typropa Koxu. [TogKOXHO-KMPOBOW C/ION BblpaxeH
He[oCTaTOUYHO B 06/1acT XNBOTa, 6efep. OTmevaeTca
MbllEYHAsA TUNOTOHUA (TUMOTOHMA HMKHUX KOHeu-
HOCTEN, «IATYLAunin XMBOT»). TOHbI Ccepaua ACHble,

5 6 & 8 9 H 1i

1

Bospact (nosHsie mecausl v roas / Age (full months and years)

Puc. 1. Tpaduk gMHaMUKKM poCcTa NaLMeHTa OT POXKAEHNS 00 22 MecsLeB
Fig. 1.  Patient growth chart from birth to 22 months
Mank4mkn. COOTHOLWEHMWE POCTa M BECA OT POXAEHUA Q0 2 Nem
EEE
1
£
g
3
g
anvka tena | body length (cm)
Puc. 2. CooTHOLWEHME ONUHBI TENA M MACChI Tela NaLMeHTa OT POXAEHMS A0 22 MecaueB
Fig. 2. The ratio of the patient’s body length and body weight from birth to 22 months
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Ta6nuua 1. JlabopaTopHble NokasaTenu 60/1bHOro B AUHaMUKe

Table 1. Laboratory indicators of the patient over time
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KncnoTtHO-0CHOBHOE COCTOAHUE KanuanapHON Kposu /
Acid-base state of capillary blood

01.2022 | 08.2022 12.2022 03.2023 06.2023
pH 7,45 7,30 7,43 7,46 7,43
Hanpsxenwne CO,, mm pr1.cT. / CO, tension, mmHg 46,6 21,5 32,4 33,3 34,6
HanpsxeHne O,, mm pT.cT./ O, tension, mmHg 65 84 78 77 69
JlakTaT / Lactate - 2,43 - - -
lematokpuT, % / Hematocrit, % 39 33,0 33,0 - 36,0
KoHueHTpauusa Na*, mmonb/n / Na+ concentration, mmol/I 138 132 138 139 137
KoHueHTpauuma Kt, mmonb/n / K concentration, mmol/I 4,5 3,0 3,8 4,5 4,6
HCO,~, mmonb/n / HCO,;~, mmol/I 32,4 10,5 21,6 23,7 23,1
cBase (B), mmonb/n / cBase (B), mmol/I 4 -14,0 -2,0 0 -1
ctCO, (B), mmonb/n / ctCO, (B), mmol/I 34 11,0 23,0 25,0 24,0
sO,, % 93 95,0 96,0 96,0 94,0

O6wun ananns moun / General urine analysis
Wenou- | Lllenou- . Cna6ouye- Heltpanb-
KncnotHocTb / Acidity HasA / HasA / Herpans- notnas / Has /
Alkaline | Alkaline | %" /Neutral Sllghtly Neutral
alkaline

YpenbHbi Bec / Specific gravity 1025 1020 1018 1020 1015
benok / Protein 0 0 0 0 0
iokosa / Glucose 0 0 0 0 0
SnuTtenuii nnockuii / Flat Epithelium 2-3 0-1 1-2 2-3 1-2
NeikounTsl / Leukocytes 5-7 2-3 3-5 2-3 0-1

Buoxumunueckuir ananus Kkposu / Biochemical blood test

17-hydroxyprogesterone (17-OPG), ng/ml

PeHvH, MKME/mn / Renin, plU/ml >500,00 | >500,00 84 28
AnbgocTepoH, nr/mn / Aldosterone, pg/ml 953,3 158,5 147,5
MapatropmoH, nr/mn / Parathyroid hormone, pg/ml 9,63 24,41 26,8

O6bwwmi 6enok, r/n / Total protein, g/I 72 67 66 62 67
AnbbymuH, r/n / Albumin, g/l 53 46 43 42 45
MoueBuHa, Mmonb/n / Urea, mmol/I 4,8 4,5 7,0 6,7 39
Mnioko3a, mmonb/n / Glucose, mmol/I 6,2 4,9 4,6 4,8 3,8
MoueBas kucnota, mmonb/n / Uric acid, mmol/I 200 157 165 183 248
KpeaTuHuH, mkmonb/n / Creatinine, umol/I 29 27 25 27 30
Kanbuuin o6wmin, mMmonb/n / Total calcium, mmol/I 2,74 2,58 2,72 2,44 2,67
®ocdop, mmonb/n / Phosphorus, mmol/I 2.00 1.24 2,53 1.89 1.53
*Kenezo, mkmonb/n / Iron, umol/I 13.9 7.0 8,6 36 18.8
®eppuTnH, MKr/n / Ferritin, pg/I 56 54 12 6,3

Kanwuia, Mmonb/n / Potassium, mmol/| 4.50 37 3.8 4,6 49
Hatpuin, mmonb/n / Sodium, mmol/| 135 132 138 137 139
Xnop, mmonb/n / Chlorine, mmol/I 107 107 109 106 108
AcnapTtatamuHoTpaHcbepasa, Ea/n/ 36 40 24 28

Aspartate aminotransferase, U/I

AnaHvHamuHoTpaHcdepasa, En/n / 24 13 15 20

Alanine aminotransferase, U/I

ButamuH D, 25-ruapokcu (kanbuyudepon), Hr/mn / 31,32

Vitamin D, 25-hydroxy (calciferol), ng/ml

17-rugpokcnnporectepoH (17-OMT), Hr/mn / 0,85
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putmmnyHble. CLI Ha BepxyuKe. B nerkux gbixaHuve ny-
3puNbHOE, NPOBOAUTCA BO BCe OTAESNbl. XPUMNOB HET.
MKMBOT ymepeHHO B3ayT, 4OCTYNeH rnyboKol nanbna-
uunn. MNeuveHb y Kpasa pebepHon gyrn. CeneseHka He
nanbnupyetca. CTyn KawwuueobpasHbiii, 1-2 pas3a B
CyTKM, 63 natonornyecknx npumecen. Moyeuncnycka-
Hue cBobOfHOE B MOATY3HMK.

JaHHele nabopamopHo-UHCMpyMeHmanbHelx Me-
moodos 06¢/1e008aHUA.

KnnHnuecknn aHanu3 KpoBm — B npepenax BO3-
pacTtHom HopMmbl. B aHanm3e moun — casur pH moun
B LWenoyHyto ctopoHy. CooTHoweHne Ca/Cr moun —
runepkanbuynypua. CootHoweHune P/Cr mouyn — Hop-
Ma. KOC kpoBu — mMeTabonnueckumin aumpo3s (aaHHble
npeacTaBfieHbl B Tabn. 1). B 6uoxumnyeckom aHanuse
KpoBu — runokanuemma. QyHKLMA NoyveK yaoBneT-
BOpuUTENbHaA. YpoBeHb KOPTM30Ma, anbAoCTEPOHa,
napatupeongHoro ropmoHa, AKTI — Hopma. Tupeo-
MOHbIA CTaTyC — CYOKAMHMYECKUI rmnoTnpeos. Mpw
KOHTpoOse rugpobanaHca oTMeYaeTcsa Nonnanuncmsa oo
1800 mn/cyTku, nonnypua go 1900 mn/cytkn. Ha Y34
MBC — 3x0-npur3HaKkn «CUHAPOMA FUMEepP3XOreHHbIX
nupamnay, 6e3 oTpruaTesbHOM AUHAMUKW. YUnTbIBasA
KJIMHMKO-1ab0paTopHble AaHHble (HW3KMe pOCTo-Be-
COBble MprbaBKK, [BYCTOPOHHIOW HENPOCEHCOPHYHO
TYroyxoctb, HedpoKanbLUuHO3, cTomkun cgsur pH
MOUM B LUEJIOYHYIO CTOPOHY, MeTabonnyeckun auu-
403, MOAUAUNCUIO, MNOANYPUIO, TUNepKanbLnyputo,
rMnoKanMemMuio), AnarHo3 TPakTOBaH Kak AUCTaNbHbIN
peHanbHbIN TYOYNAPHbLIN aunao3 ¢ TyroyxocTbto. MNpo-
Be[leHO CEeKBEHMPOBaHMe 3k30mMa — B paboTe. B Tepa-
N HavyaTa UnUTpaTHasA cmecb (bnemapeH 13 pacueTa
5 MMONb/Kr B CyTKM No uuTpaty), Tepanua Ao (sHan
2,5 mr/cyTKu), Ha 3Tom ¢oHe Ha 2-i1 HefleNle OTMeYEHA
Hopmanu3aumna KOC, sneKTponnToB KPOBU, CHUPKEHME
obbema noTpebnaemon 1 BblAeNAEMON XKNAKOCTH.

TpeTba rocnutanmsauma — B okTAGpe 2022 roaa,
Ha ¢OoHe NMPOBOAVMON Tepanun LUTPATHON CMECbIo C
NONOXNTENbHON AMHAMUKON: OTMEeYeHa NOIOXNTESb-
HaA AMHaMVKa MacCO-POCTOBbIX MOKa3aTenewn, AaHHble
npeacrasfieHbl Ha puc. 1, 2.

JlabopamopHsie 0aHHble Ha MOMeHm 20cNUMasnu3a-
yuu: KOC KanunnsipHoW KpOBU, MOHOTpaMma, 61uoxu-
MUYECKUI 1N KNUHNYECKUI aHanm3 KPOBM Haxoaunmncb
B npefenax pedepeHcHbIX 3HaYeHul (pe3ynbTaThl Na-
60paTOpPHbIX AaHHbIX NpeAcTaBeHbl B Tabsn. 1). B 06-
LeM aHanmse Moumn — cnaboluenoyHas peakLma MoUn.
o pe3ynbTaTam CEKBEHMPOBAHWA SK30Ma BbliBIEHA
retepo3nrotHasa mytauma ATP6V1B1, uto noaTBepxKAa-
eT paHee BbICTaBNEHHbIN KNMHNYECKNI ANarHos.

MoBTOpHbIe rocnuTanu3aumm B aekabpe 2022, mapTe
n nione 2023 roga. Bo Bpema Kaxxgom n3 rocnutanmsa-
UMiA OTMeYanacb KOMreHcauma MeTabonmyeckoro auu-
[l03a (nabopaTtopHble faHHble NpeacTaBneHbl B Tabn. 1)
N OTCYTCTBME KIMHUYECKUX MPOABIIEHNI, YAOBNETBOPU-
TeslbHble MacCO-POCTOBbIE MOKasaTenu (puc. 1, 2).
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3AKJIIOMEHUE

[JunarHoctuka TyGynonaTuia, B TOM Yncsie peHanbHbIX
TyOynApHbIX aLMa030B, NpefcTaBnaeT cobor focTaTou-
HO HEenmpoCTylo 3ajayvy ANA Bpava-negmaTtpa u Hedpo-
nora, NOCKOMNbKY Ha NpaKT/Ke [OBOIbHO CNOXHO YCTa-
HOBUTb TWM 3a00NEBaHNA, OMUCAHHBIA KIIVHUYECKNIA
cnlyyan 3TO [JOKa3sbiBaeT. TakK, YUMTbiBaA KNUHUKO-UH-
CTPYMeHTasbHble flaHHble, BKovatoLme B ceba obLme
NPW3HaKM OWUCTaNbHOrO PeHanbHOro auuposa 1 Hanu-
yne y Manbumka HeppoKanbLMHO3a U HEPOCEHCOPHOM
TYroyXoCTu, KIMHNYECKM BbICTaBeHHbIN guarHo3 [IPTA
ydanocb NOATBEPAUTb FeHeTUYeCKn (reTepo3nroTHbIN
BapuaHT ATP6V1B1). CBOeBpeMeHHO HauaToe fieyeHne
(komneHcauma meTabonuyeckoro aumpo3sa LUTpaTHoOm
CMecCblo), CBOEBPEMeHHOe CJlyXxOonpoTe3npoBaHve na-
LMeHTa Nno3BONWUIO NPefoTBPaTUTb OTCTaBaHue Gpu3u-
YeCKOoro 1 NCMXOMOTOPHOrO Pa3BUTHKA.

AOONOJIHUTENbHAA UHOOPMALINA

Bknap aBTOopoOB. Bce aBTOpbl BHECNM CyLeCTBeH-
HbIl BKNag B pa3paboTKy KOHLenLumm, npoBefeHne nc-
cnefoBaHVA Y NOATOTOBKY CTaTby, NPOYNM 1 ofobpu-
nn GuHanbHylo Bepcuio nepes nybnvkaymen.

KoH}nuKT nHTepecoB. ABTOpbl AEKNapUpPYIOT OT-
CYTCTBYE ABHbIX U MOTEHLMANbHbIX KOHOIMKTOB MHTe-
pecoB, CBA3aHHbIX C NyOnMKaLmen HacToAL e CTaTby.

UcTtouHuKk ¢puHaHcmpoBaHUA. ABTOPbI 3aABAAIOT
006 OTCYTCTBUYU BHELWHEro GrHAHCMPOBaHWA Npu Npo-
Be[eHMN NCCefoBaHuA.

UHdopmupoBaHHOe cornacue Ha ny6nukauymio.
ABTOpPbI MOAYUYMAN NUCbMEHHOE CornacmMe 3akOHHbIX
npepcTaBuTenen nauMeHTa Ha Ny6nmnkKauunio meguumnH-
CKUX OaHHbIX.
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