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AHHOTanMs

LucTuHypust — Hac/ie/[CTBeHHOe 3a0osieBaHue, XapaKTepu3yroleecsi HapyllleHHeM TPaHCIIOpTa LIMCTHHA U pa3BUTHEM
peLIMBHpYIOILero HeponrTrasa. [1peacraBieH KIMHAYECKUM U MOJIEKY/ISIPHO-TeHeTHUeCKUI aHa/in3 Cydasi IUCTUHYPUH Y
MOJIO,0¥ >KEeHIIIVHBI.

OrnucaHye KIMHUYECKOTO C/Iyvast: NaljeHTKa 24 JeT, cTpajaroljasi [1ICOpHa3oM M MoueKaMeHHOH 6osie3Hbl0 C /je6roToM
3abonieBaHus B Bo3pacte 18 set. B 2023 r.,, B Bo3pacte 21 roza, y naljeHTKY ObUTH BBISIB/IEHBI TPaBOCTOPOHHUM TMPOHE(hPO3
Y MHO)XeCTBeHHble KOHKPEeMEHThI UallleyHO-/I0XaHOYHOW CHCTeMBbl TIpaBoii MOYKU. BblI0 MpoBeZieHo 3TariHoe yposioruueckoe
JiedyeHHe: CTEHTHPOBaHME IIPaBOrO0 MOYeTOUHHMKa B ampene 2023 . M IepKyTaHHas He(POJIMTOMAINAKCHs C Jla3epHOU
nutoTpuricield B okTabpe 2023 1. B sHBape 2024 r, B Bo3pacTe 22 jieT, ObIIO BBLINOJHEHO TOBTOPHOE TI€PKyTaHHOE
BMeIIIaTe/IbCTBO Ha TIPABOH TOUKe C JOCTIKeHHeM «stone-free» craryca. AHa/iu3 cocTaBa yAaaeHHBIX KOHKPEMEHTOB TOKa3asl
cofiep>kanve 1ucTuHa 95-100%. DKcKpelusi [IUCTHHA C MOYOW BapbupoBana oT 267,98 go 1197,4 mr/cyT. MonekynisipHO-
reHeTUYeCKOe UCC/e[loBaHue (TaHe/b TeHOB He(pporTHasa) BeIIBWIO B reHe SLC7A9 reTepo3nroTHbIN NaTOreHHbIN BapUaHT
c.614dupA (p.Asn206GlufsTer3) u HOBBI, paHee He ONUCAHHBIA MHcceHC-BapuaHT C.1328A>G  (p.Ser379Gly),
KJ/1acCU(UIIMPOBAHHBIN KaK BapHaHT C Heolpe/ie/IeHHbIM KJIMHUUeCcKUM 3HaueHueM (VUS).

[uarHo3 LMCTUHYpUM TUMa B MOATBep)KJeH COBOKYITHOCTBIO K/IMHWYECKHX, OMOXMMUYECKHMX M MOJIEKYJIsSpPHO-
reHeTHUUeCKUX [AaHHBIX. BbIsfBIeHMe U3BeCTHOIO aTOreHHOT0 BapyaHTa U HOBOTO paHee He OMMCAHHOIO BapuaHTa C.1328A>G
(p-Ser379Gly), paccmarpriBaeMOro Kak IMOTeHIMaIbHO TIaTOreHHbIM, HO B HACTOsiIee BpeMsi Kimaccu(uiupoBaHHoro kak VUS,
TOUEPKUBAET 3HAUE€HWE MOJIEKY/IIPHO-TEHETHUECKOM [MarHOCTUKU [/ BepuHKalud LWMCTUHYPUH M HEeoOXOJUMOCTb
JlaNbHEeNIINX UCCAeS0BaHUM peAKUX reHeTMUeCKHUX BapHaHTOB. IlpescTaBneHHbIN Cioydail Takke JAeMOHCTPUPYET Ba’KHOCTb
VH/MBU/Ya/IbHOTO MEXAWCLUIUVIMHAPHOTO T0AX0Zla K BeJeHUI0 MaljeHTOB C COMYTCTBYIOLIeH ayTOMMMYHHOM MaTojioruei
(icopuasom).

KiiroueBble /10Ba: [[UCTUH, LIMCTUHOBbIE KaMHH, [ucTUHYpUst, SLC7A9, c.614DupA, p.Asn206GlufsTer3, mouekameHHast
6ose3Hb.
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AND A NEW, PREVIOUSLY UNKNOWN VARIANT C.1328 A>G (P.SER379GLY) IN THE SLC7A9 GENE IN A
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Abstract

Cystinuria is an inherited disorder characterised by impaired cystine transport and the development of recurrent
nephrolithiasis. A clinical and molecular-genetic analysis of a case of cystinuria in a young woman is presented.

A clinical case description: a 24-year-old female patient suffering from psoriasis and urolithiasis, which first manifested at
the age of 18. In 2023, at the age of 21, the patient was diagnosed with right-sided hydronephrosis and multiple calculi in the
right renal pelvis and calyces. Staged urological treatment was carried out: stenting of the right ureter in April 2023 and
percutaneous nephrolithotomy with laser lithotripsy in October 2023. In January 2024, at the age of 22, a repeat percutaneous
procedure was performed on the right kidney, resulting in ‘stone-free’ status. Analysis of the composition of the removed
stones showed a cystine content of 95-100%. Cystine excretion in the urine ranged from 267.98 to 1,197.4 mg/day. Molecular
genetic testing (nephrolithiasis gene panel) identified a heterozygous pathogenic variant c.614dupA (p.Asn206GlufsTer3) in
the SLC7A9 gene and a new, previously unknown missense variant c.1328A>G (p.Ser379Gly) in the SLC7A9 gene, classified
as a variant of uncertain clinical significance (VUS).

The diagnosis of type B cystinuria has been confirmed by a combination of clinical, biochemical and molecular genetic
data. The identification of a known pathogenic variant and a new, previously unknown variant, c.1328A>G (p.Ser379Gly),
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which is considered potentially pathogenic but is currently classified as a VUS, highlights the importance of molecular genetic
diagnosis for the verification of cystinuria and the need for further research into rare genetic variants. The presented case also
demonstrates the importance of an individualised, multidisciplinary approach to the management of patients with concomitant
autoimmune conditions (psoriasis).

Keywords: cystine, cystine stones, cystinuria, SLC7A9, c.614DupA, p.Asn206GlufsTer3, urolithiasis.

BBepenue

LucTuHypUsi — Hac/eJCTBeHHOe 3a0o0jieBaHMe KaHA/bLEB TIOUEK, XapaKTepu3yrolleecs HapylleHWeM peabcopOipu
10a30BbIX aMUHOKUCIOT (LMCTHHA, OPHWUTHMHA, aprMHMHA, JIM3WHA) B KJIETKAX MPOKCHMAJIbHBIX TOYEUHBIX KAHA/BLEB U
JKeJy[JOuHO-KUilleyHoro Tpakta [1]. HapyuieHue mnoueuHod peabcopOLMM ILUCTUHA B COUYETAHWHM C €ro HU3KOU
PaCTBOPHUMOCTBIO TIPUBOAUT K 00Opa30BaHMI0 KaMHeH B MOUEBBIBOAAIIMX MYTSAX, UTO MPUBOAUT K paHHEM MaHudecTaluu
MoueKaMeHHOW 00/e3HH, PeLUIUBUPYIOLIMM KOJIMKaM, OOCTPYKTHMBHBIM OCJIOKHEHUSIM M XPOHHUECKOW 0osie3HH Touek. 3a
TPaHCMOPT LWMCTHHA OTBETCTBEHHbI [Be CyOBeAWHMIBI TeTepOJUMEPHOr0 TMEepeHOCUMKA: TsDKedas —KaTaJuThdecKas
cyobemunmnna rBAT (kogupyetcs reHom SLC3A1, xpomocoma 2p21) u jerkas cybwegunuija b®+AT (KogupyeTrcs reHOM
SLC7A9, xpomocoma 19q13.11). MyTauuy B 3TUX r'eHax JieXXaT B OCHOBe LIUCTUHYpUHU TUTIOB A (MyTauuu B SLC3A1) u B
(mytaipu B SLC7A9) cootBetcTBeHHO [2], [3]. 3abosieBaHue OT/IMYAETCs BLICOKOM FeHETUYeCKOM reTepOreHHOCThI0, OMUCaHO
6onee 500 BapUaHTOB B 3THX T€HAX, UTO OC/IOXKHSET MOJIEKY/SIDHYIO [UAarHOCTUKY. XapakTep Hac/e0BaHUsl [IUCTUHYPUH
C/I0)KeH. Y HEeKOTOpPbIX TMAlMeHTOB HaOJI0aeTcsl K1aCCUUeCKoe ayTOCOMHO-peLieCCUBHOe HacjefoBaHue. OfHAKO SKCKDeLyst
LUCTWHA W JBYOCHOBHBIX AaMWHOKHCJIOT C MOYOW MOXKET 3HAUWTEJIbHO BapbUPOBaTh CPeAU TeTepO3UTOT W TPUBOJUTH K
Hedposmtrasy [4], [5]. TeTepo3urorsl ObITM KTaCcCU(QUIMPOBaHBI OMOXMMHUYECKHA KakK THM I, Tpu KOTOpOM HabiromaeTcs
HOPMaJIbHBIHM TIaTTepH 3KCKPeLMr aMUHOKHCIOT (UTO COOTBETCTBYeT ayTOCOMHO-DEeLieCCHBHOMY Hac/e[JOBaHUIO), ¥ He-I Tur,
MpU  KOTOPOM HabOMIONAeTCs TUMEPIKCKpeLUss LUCTHMHA C MOUOM, WHOTZA TpPUBOAMIAs K 00pa30BaHUI0 KaMHEH.
MaHudecTupyrolye TreTepo3uroThl TpeArioNaraioT, 4ro 3abo/neBaHMe TakKKe MOXKET TIepefiaBaTbCsi 0 ayTOCOMHO-
JIOMUHAHTHOMY THUITy C HETIO/THOM MeHeTpaHTHOCThIO [6].

Bbu10 Moka3zaHo, uto MyTtaiuu B reHe SLC7A9, pacriofiokeHHbIe B TIPETOIaraeMbiXx TPaHCMeMOPaHHbBIX IoMeHax Oeska
b(0,+)AT u 3arparuBarole KOHCEPBATUBHbIE AMWUHOKHUC/IOTHbIE OCTAaTKU C HeOO/bIIONW OOKOBOW 1IEMbl0, TMPUBOAAT K
TSDKEIOMY (eHOTHITY, B TO BPeMs KaK MyTallui B HEKOHCEPBAaTUBHBIX OCTaTKaxX 00yCIOB/IUBAIOT JIETKU (DeHOTHUI. DTU JIaHHbIE
BIIEPBbIE yCTAaHAB/IMBAIOT KOPPEJISILUIO TeHOTHIT-(eHOTHUIT TIPH [IUCTUHYPUHM He | THIa M MOKas3bIBaloT, UTO JIeTKWH (eHOTHN Y
TeTEPO3UTOT MOXKET OBbITh CBsI3aH C MyTaL[USIMH, COXPAHSFOLLIMMU 3HAUUTE/TBHYI0 OCTaTOYHYHO TPAHCIIOPTHYHO aKTHBHOCTH [7].

HecMmoTpsi Ha M3yueHHbIe T€HETHUYECKHE MeXaHWU3MBbI, KIHHUUECKUe MPOSBIeHHUs 3a00/1eBaHUs CYILIECTBEHHO BAPbUPYIOT
13-3a BBICOKOHM asljiefIbHOW TeTepOreHHOCTU U BJMSIHUSI JIOTIONIHUTEBHBIX ()aKTOPOB, TaKMX Kak /MeTa, MUTHeBOW PeXUM U
comnyTcTBytoiue 3aboneBanus. Ocobblli MHTEpeC MPeACTAB/SeT JaHHbIM KIMHUUECKUN C/lydyaidl B CBSI3U C BBISIBJIEHUEM [IBYX
BapUaHTOB, BKJ/IOUAIOIINX KaK WM3BECTHBIN MMaTOreHHbIN BapUaHT, TaK Y HOBBLIM BapHaHT C HeoIlpeJe/ieHHbIM K/IMHUUeCKUM
3HAaUeHUEM, a TaK)Ke Ha/JMUuWeM y TAlMeHTKU Tcopuasza, uto TpedyeT WHAMBU/YATbHOrO TUIAHUPOBAHUS [IOITOCPOYHOM
MeTaQWIaKTUKA UM MEXIUCHUIVIMHAPHOTO BeJieHUsl TMAal[UeHTKU. MeXIyHapoiHOe IMCTUHYPUYEeCKOoe COooOILecTBO
(International Cystinuria Foundation) moguyepKuBaeT Ba)KHOCTh TMOAOOHBIX KIMHUYECKUX OMUCAHWN I  YIy4YIIeHHsS
[IMarHOCTHKY U JIeueHHs ITalJUeHTOB BO BCEM MHUpe.

MeTopb! M NPUHIMIIBI HCC/IEA0BAHUSA

Ina cexBenupoBanusi mo CsHrepy 5Kk30HOB reHoB SLC3A1 u SLC7A9 wucnonb3oBaiyd 00paslibl BEHO3HOH KpDOBH,
TOJIy4YeHHBIe Y TMaldeHTa C YCTAaHOBIeHHOW LIMCTHHYPHEH M y KOHTPOJIBHOTO AoHOpa Oe3 faHHOro 3aboneBaHus. I'eHoMHYIO
IOHK Bbiiensimi u3 06pasijoB KPOBU C UCIO/b30BaHWeM Habopa nis Bbigenenuss JJHK kommanvu «Buonabmuke» (Poccus).
KauecTBo u koHI|eHTpaluto BeizieeHHo THK oljeHHMBamuM METOOM arapo3Horo 31ektpodopesa v GyiyopuMeTpun Ha mpubope
Qubit 2.0 (Invitrogen, CIITA) c npumeneHrem Habopa GenFluor dsDNA HS Assay Kit (GenTerra, Poccus).

®parmMeHTHI, BK/IIOUAIOLFe 5K30HBI W TPUJIeTalomue criaic-caitel reHoB SLC3A1 u SLC7A9, ammuduipoBand c
ucnosb3oBaHuemM Habopa HS-Taq (+MgCl,) («buonabmukc», Poccusi) U crielirueckux OJMIOHYK/I€OTHAHBIX MpaiMepoB
(mpou3sBoaCcTBO «burb»; cm. [punoxenue 1). TTonyuenHble [TIP-NpoAyKThl OUHIAIA C TIOMOLLBI0 Habopa J/isi BbIeIeHus
HYKJIEMHOBBIX KUCJIOT («Bronabmukc», Poccus).

CeKBeHMPOBaHMe OYMIIEHHBIX ()ParMeHTOB BhIMOMHIIM Ha cekBeHatope AB 3500 (Thermo Fisher Scientific, CIIIA) B
pecypcHoMm 1ieHTpe CIIOI'Y «Pa3BuUTHE MOMEKY/ISPHBIX U K/IE€TOUHBIX TEXHOJIOTHM». AHa/lU3 XpPOMarorpaMM MPOBOJWIA B
nporpamme UGENE v.48.1 (Unipro, Poccusi). HykneoTupHble MOC/Ie[OBaTe/IbHOCTA BbIPABHMBAMA C pedepeHCHBIMU
TeHOMHBIMU T10C/Ie[joBaTesibHOCTAMU reHoB SLC3A1 (NC_000002.12) u SLC7A9 (NC_000019.10) u3 6a3si ganHeix NCBI
GenBank. HykeotniHbie 3aMeHB! BBISIB/ISUH € rioMo1bio mporpammbl UGENE.

HatizeHo msaATh reHeTrueckux BapuaHtoB (Tabmuma 1). JUarHOCTUYECKU 3HAYMMBIMH SIBJISFOTCS /B TETEPO3UTOTHBIX
BapuaHTa B 6 1 11 3k30Hax reHa SLC7A9 (13 3k30HOB). PaHee ObIJI0 TTOKA3aHO, UTO Y TALIMEHTOB TeTEPO3UTOTHBIX HOCHUTE/IEH
BapuanTa C.614dupA (p.Asn206GlufsTer3) 6b11H K1acCUUITUPOBAHBI KaK MAl[UeHThI C [IUCTUHYpUeH He 1 THUIa Ha OCHOBAaHUH
9KCKpellM aMMHOKUC/IOT C MOYOH, UTO MOATBepK7aeT TOT (pakT, uTo MyTaLuuu B reHe SLC7A9 HacnefyrTCs 110 ayTOCOMHO-
JOMUHaAHTHOMY THy [15].
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Tabnuna 1 - Pe3ynbrarsl MOIEKY/ISIPHO-TEHETHUECKOTO TeCTUPOBAHMS MAleHTKH

DOI: https://doi.org/10.62993/CMED.2026.10.5.1

AMHHOKHUCT Tomo/  |KnuHuyecka
Hyxkneorup Tun UYacrora
I'en OTHas rsID reTepo3uroT a1 *
Hasi 3aMeHa MyTaLu asnieny
3aMeHa HOCTb 3HAUMMOCTh
SLC3A1 c. 1332+7 ) 153738984 VIHTpOHHBIM | TETEPO3UTOT H(El'laTOFEHH T=0,670129
C>T BapuaHT a bl BApHUAHT
Bapuanr,
JIOKam30Ba
SLC7A9 | c-172T>A - 152287876 | MHEI B 5°- |TETEPOSAIOT | HEMATOTEHH | \ ) » 161
HEKOZIUPYIO a bl BapUaHT
e
obnactu
CpaBur _
SLC7A9, 6 p.Asn206Gl | rs74531903 retepo3urot | Ilatorennsr | AAAA=0,0
c.614DupA paMKu o
9K30H ufsTer3 4 a Y BapyaHT 0041
CUMTBIBAHUS
SLC7A9, 11 C.1143C>T | p.Ala381= | rs2287881 CHHOHUMMU | TeTepO3UTOT H(il'[aTOI‘EHH T=0,190110
9K30H Hasi 3aMeHa a bIif BapUaHT
SLC7A9, 11| «c.1328 MHUCCeHC- |retepo3urot | He onuvcaHa
9K30H A>G p-Ser379Gly MyTaLust a (VUS)

Ipumeuanue: * — uacmoma annenell npugedeHa co2nacHo oaHHbim 6asbi ALFA Allele Frequency 0as eeponetickoil nonyasyuu
(ncbi.nlm.nih.gov/snp)

ITatorennbiit BapuaHT c.614dupA (p.Asn206GlufsTer3), panee omucan kKak 800-801insA [7] 1 Kak 799insA [16]. [TaHHbBIH
BapUaHT MPUBOJUT K CABUTY PaMKH CUHTHIBAHUS 1 00pa30BaHUIO MTPEXEBPEMEHHOT0 CTOMN-KOJJ0HA Ha 3-eM aMUHOKHC/IOTHOM
ocratke mocje Mmecra myTauuu (p.Asn206GlufsTer3). BeposTHbIM ciieicCTBUEM SIBJISIETCS Zerpajjalivs TPAHCKPUITA 10
MexaHW3My HOHCeHC-orocpefoBaHHOro pacraza (NMD) wiM cHHTe3 CHJIBHO YKOPOUEHHOTO He(yHKLMIOHA/IBHOrO Oernka.
BapraHT HEOZHOKpaTHO OMMCaH y MalyeHTOB C LUCTUHYPHel W SIB/ISeTCS XapaKTepHBIM JIsi eBporeickol momynsamu [7],
[16].

MucceHC-BapHaHT C HeoTpe/ie/IeHHbIM KJITMHUUeCKUM 3HaueHueM c.1328A>G (p.Ser379Gly) - mpuBOAWT K 3aMeHe ceprHa
Ha [JIMLMH B TosiokeHun 379 Genka bO,+AT. BapuaHT OTCYTCTBYeT B OCHOBHBIX TOMYJ/ISIMOHHBIX (gnomAD) U KITUHIYE CKMX
(ClinVar) 6a3ax JaHHBIX U paHee He ObLT omMcaH. BMmecTe c TeM B 3TOM )XKe aMMHOKHMC/IOTHOUW TO3WUL[UM W3BECTEH JIPYroi
MucceHC-BapuaHT — p.Ser379Arg (rs142270619), koTopblii KnaccuUIMpoBaH KakK IMaTOreHHbI. DTO CBUAETE/NLCTBYET O
(hyHKLIMOHAMBHOM 3HAUMMOCTH OcCTaTkKa Ser379 U TMO03BOJISIET pacCMaTpyBaThb BBISBEHHBIM BapuaHT p.Ser379Gly kak
TOTEHL[MabHO K/JIWHUYeCKW 3HauuMMbli. OfHaKO TIPSMBbIX [0Kas3aTe/jbCTB €ro I1aTOreHHOCTH B HAcTosillee BpeMsi
HeJI0CTaTOYHO, TIOCKOJIbKY OTCYTCTBYHOT ()YHKLMOHA/bHBIE MCC/IeOBaHKS U KIMHWYeCKUe HaOmoJeHvs, TOATBePXKIatoIie
ero BaustHue Ha (GyHKIUIO0 Oesika. B ¢Bsi3u ¢ 3tum BapuaHT c.1328A>G (p.Ser379Gly) 6611 KacCUpHIIMPOBAH Kak BapHaHT C
HeorpeZie/ieHHbIM K/IMHUYecKuM 3HaueHreM (VUS).

Knuanueckui ciryuai

Y mpefcTaB/ieHHOM MalMeHTKH C HEOTSTOLIeHHBIM aHaMHe30M I10 MouekaMeHHOM 6osie3HH B Bo3pacTe 18 jieT BriepBble
ObLT BBISIBIEH KOHKDEMEHT I1paBOi MMOYKHM pa3MepoM 12 MM. [laijieHTKa HOPMOCTEHHUECKOTO TeoC/IoKeHus, Oe3
ocobeHHOCTeH pocTa M pa3BUTHs. V3 COMyTCTBYIOLIEH TaTOJIOTHA CTOMT OTMETHUTh ICOpHa3, KOTopelid y 10-20% marueHToB
COTIPOBOJKZAETCS TMITepKabLiieMiell 1, 3a4acTyto, rurepkanbluypueit [8]. ITo jaHHBIM orpoca y nmalyeHTKH OTCYTCTBOBAIH
TMIIIEBbIE MPETIOUTEHUS] W JJIUTETBHBIN MTPHUEM JIeKapCTBEHHBIX TPerapaTtoB ¥ OMOIOTHUeCKH aKTHBHBIX A00aBOK, KOTOPbIE
MOTJTH ObI PaCCMaTPHUBAThLCS B KaUeCTBe 3HAUMMBIX STHOMATOreHETHUYeCKUX (DaKTOPOB KaMHEOOpa30BaHUsl.

B Bo3pacre 19 jleT MpoM30LIO OTXOXKZAEHHe KOHKpeMeHTa IpaBOro Mo4YeTOuHMKa. B 21 rop My/asTHCIMpaibHas
komrbtoTepHasi ToMorpadust (MCKT) BbIsiBUIa TPaBOCTOPOHHUM THAPOHE(ppO3 U MHOXKeCTBEHHbIe KOHKPEMEeHTHI JIOXaHKU U
yalieyeK IpaBoOd IMOUKKA pasMepoM OT 5 o 16 MM U IJIOTHOCTBIO 0T +647 no +1012 HU. Beio mpoBefieHO 3TarHoe
oTlepaTHBHOE JieyeHHe: CTEeHTHMPOBaHMe IPaBOTO MOYeTOYHHKAa B ampesie 2023 1., mepkyTaHHas HedposMTosIanakcusi C
Jla3epHOM JUTOTpHIiCHel B OKTsiope 2023 T. ¥ MOBTOPHOE MEepKyTaHHOe BMeIaTe/lbCTBO B siHBape 2024 T., ¢ JIOCTHKeHUEM
«stone-free» craryca. Pe3usiyanbHbIi KOHKDEMEHT TiepeZ; TMOCTeZHHUM OIepaTHBHBIM BMeIIaTe/bCTBOM IIpeZCTaB/ieH Ha
pucynke 1. CTOMT OTMETUTb, UYTO OTCYTCTBHe TIaTOTHOMOHWUHBIX DPEHTI€HOJOTMUeCKUX TIPU3HAKOB LJMCTUHOBOTO
HeponMTHa3a OrpaHUYMBAET [MAarHOCTUUECKHe BO3MOKHOCTU CTAHZAPTHON O/HOSHEpPreTH4ecKol MYy/IbTUCIMPATBHON
KOMIIbIOTEPHOM TOMOTrpadu, IIOCKO/IbKY OHa He MOXKET JOCTOBEPHO ONpeJie/IUTh LIMCTHHOBYIO NPUPOAy KamHs [9].
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PucyHok 1 - MynberucnupanbHasi KOMIIbIOTepHasi ToMorpagusi rouek ¥ MOUeBbIBOASAIINX ITyTei
DOI: https://doi.org/10.62993/CMED.2026.10.5.2

TlpumeuaHue: e uawieukax cpedHeli epynnbl npagoli NOUKU onpedensiemcsi KOHKpemeHm pasmepamu 17,7x14,7x13,7 mm,
naomHocmbto om +647 0o +787HU; noxaHka npagoli nouku He3Hauume/bHO pacuuupera 0o 11 mm; é cuHyce npagoli nouKu
MHOCecmeeHHble NapaneabeUKd/bHble KUCmbl pasmepamu 0o 23x18 mm

Y [naHHOW TalMeHTKH LUCTUHOBas Tpupoja HedponuThasa Obula OIpefiesieHa IMPU aHaAM3e COCTaBa Y/ajdeHHBIX
KOHKDEMEHTOB MeTOZIoM MH(paKpacHOM! CTIeKTPOCKOIINH, BRITIOTHEHHOM AByKpaTHO (1uctuH 100%, muctud 95% € MUHOpPHOM
NpUMechlo KapOoHaranaTtuTa 5%). [locsie AMarHOCTUPOBAHUS LMCTUHOBOrO HedposMTHAa3a MaleHTKe ObUI0 peKOMEeH/[0BaHO
CHIDKeHHe TIoTpeOeHUsl MOBapeHHOM comu 0 3-5 rpaMM B CYTKH, OrpaHWYeHHe MOTpeOseHHs MPOAYKTOB C BBICOKMM
coziep>kaHHeM MEeTHOHHMHA M )KUBOTHOTO Oesika 0 80-100 rpamMM B CyTKHU, BefleHHe TIMILEBOTO JHEBHUKA U OOMILHOE MUThE
JJIsT IOCTYDKEHMsT auype3a Oosiee 2.5 MUTPOB MOYM. B COOTBETCTBHMM C POCCHUMCKUMH KIMHUYECKMMH PEKOMEHAIUSIMU TI0
MoOYeKaMeHHOU 00je3HU C 1ie/IbI0 OTpe/iesieHNs] TSPKeCTH JIMTOTEeHHBIX U3MEeHeHHH B MOue U TJIaHMPOBaHUS MPO(UIaKTUKU
KamMHeoOpa3oBaHus IalMeHTKe ObLIO NpoBefieHO obOciiefjoBaHMe B 0O6beMe OIpefie/leHUs] CYTOUHOM 3KCKpeljud LIMCTHHA U
OCHOBHBIX JIUTOTEHHBIX BEIL|eCTB ¥ UHTUOMTOPOB KaMHe0Opa30oBaHMsI.

Pe3synbraThl aHMOHHOTO U KaTMOHHOIO COCTaBa CyTOYHOM MOYM, OIpe/ie/IeHHOTO MeTOJ,OM MOHCE/IeKTUBHBIX 3JIeKTPO/IOB
(Cobas 6000, Roche Diagnostics, IIeiirjapusi) ot 01.08.2024 npezcTaBiens! B Tabmuie 2.

Tabsmiia 2 - AHUOHHBIM ¥ KaTHOHHBIN COCTaB CyTOYHON MOYM

DOI: https://doi.org/10.62993/CMED.2026.10.5.3

Ha3Banue/nokasarenb PesynbTat, MMOJIB/CYT PecdepeHcHble 3HaUeHUS
Kasnbiui 2,48 2,5-6,5
Okcasnat 0,23 0,1-0,5

MoueBast KUCIOTa 3,53 1,48-4,75
Lurpar 3,75 >1,7
Marnwmit 4,61 2,46-6,17
Harpwuit 207,64 40-220

Kamit 57,15 25-125
Xnop 153,79 110-250
®ocdop 34,65 12,9-42
MoueBuHa 282 MMonb/cyT 250-670
Kpeartnnnn 10,88 Mmosnb/cyT 5,3-17,7
Huypes 3750 mn

BrinosiHeHHBIH aHa/M3 YCTAHOBU/I HOPMa/IBHYIO WM CHIDKEHHYHO SKCKpELMI0 OCHOBHBIX KaMHeoOpasyHoLUX BelecTB
(KanbLIMK, OKcajaT, MoueBas KHUCA0Ta, (ochop) UM BBICOKYHO HSKCKDPELWI0 IUTPaTa, SB/SIOLIErocss WHrHOUTOpOM
KpucTtannusanuy. CBONCTBEHHass YacTH TIAl{HEHTOB C TICOPMA30M TUIepKa/lbLMypHs], UTO CYII|eCTBEHHO CHIDKAeT PHUCKU
(hopMHpOBaHUS KasbLM-OKCaNaTHBIX, (ochaTHBIX M MOYEKHUC/IBIX KOHKPeMeHTOB. [IByXKpaTHOe orIipefie/ieHre CyTOYHOM
9KCKDPELMH LIUCTHHA MT0KAa3asio MpeBbillieHHe HOpManbHOro noka3saress B 30 mr/cyT. HabsropaeMast BRICOKasi BapHabenbHOCTh
IKcKperuun (267,98 mr/cyt u 1197,4 wmr/cyT) cornacyeTcsi C JMTepaTypHbIMU JaHHBIMU. B 3HauMTenbHOM CTelleHHM OHa
00yc/ioB/ieHa AUeTHUECKUMU (paKTOpaMH, B TIEPBYIO oUepeb MoTpebieHreM Genka v moBapeHHou comu [10], [11]. CuuTaercs,
yto npyu pH moun 7,0 pacTBOpMMOCTb LMCTHHA cocTaBasgeT OkKoso 250-300 Mr/i, rmosTomy JOCTW)KeHWe U yZep)kKaHue
BBICOKOTO /IMype3a B COBOKYITHOCTU C Ollje/lauMBaHMeM MOYU SIB/IsSI€TCS Ba)XKHOW cTparerueil mpodunaktuku [12]. Llensto
TUAPATALIOHHON Tepanuy sIB/eTCs TOAAep)KaHWe CYTOYHOTO Juype3a Oosee 3-X JWTPOB, uto TpebyeT OT marjieHTa
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notpebieHyst He MeHee 4-X JIMTPOB XXUIKOCTH B ZieHb. VicciiefioBaHus, TipoBe/ieHHbIe ellje B 1960-x rozgax, nokasasau, yTo JIHIIb
OfHa TUZApaTalys MOXKeT MpejOTBPaTUTh DPeLUAMB KaMHeoOpa30BaHUSI Yy TPeTU MalMeHTOB, UTO BIIOC/IEACTBUM ObLIO
MOATBEPXKAEHO U Oosiee mo3auumu pabotamu [13], [14]. HeomHoKpaTHbIN aHanu3 KPOBW MAal[MeHTKM TMOKAa3aja OTCYTCTBHE
U3MEHEeHWH B K/IMHUYECKOM aHa/iu3e KPOBU U OMOXMMHUECKHX TI0Ka3aTesisiX, BK/IOYas YPOBEHb [IUKO3W/IMPOBAaHHOTO
reMorioOWHa, IVIFOKO3bl, WHCY/IWHA, 00Liero OuaMpyOuHa, Kajblus, >keje3a, (osjara, KpeaTWHWHA, JIUMHJHOTO CIIEKTPA,
YPOBHSI aHTUTe] K THUPeOoIIo0y/lIuHY, THPEOIepOKCH/a3e, YPOBHe CBOOOZHOTrO TPUHOATUPOHMHA, CBOOOAHOIO THPOKCHHA,
THUPEOTPOITHOTO TOPMOHA, JIFOTEMHU3UPYIOIero TOPMOHA, IpPOrecTepoHa, IPOJAaKTWMHA, 3CTPafuo/a, IapaTUpeonIHOIOo
TFOPMOHa, 3a WCKJIIOUeHHeM CHYDKeHHs YpoBHs BuTamuHa D 25-OH po 19.2 Hr/mi, COOTBETCTBYHOILErO HeZ0CTaTOYHOCTU
ButamuHa [I. ITo panubiM nocsienHeir MCKT KOHKpPeMEHTBbI OTCYTCTBYIOT, TAKAM 00pa30M, [JIUTEIbHOCTh Oe3pelyJUBHOrO
repuoja TIOC/ie TOCTefHed Omnepaluyd COCTaBjsgeT Yxe 2 roga. llaieHTKa MpoJo/bKaeT COOMIOJaTh AWMeTHUeCKUe
peKOMeHJaLuy, BeZleT /1eKTPOHHBIN IHUIIeBOM JHEBHUK, HO He NPUHUMAeT JIeKapCTBeHHbIEe Mperaparsl, IpefoTBpallaroiiye
KpUCTa/UIM3aL1Io0 LINCTUHA.

OO0cyxaeHue

B npe/icTaBeHHOM KJIMHHUUECKOM C/1y4ae Y MOJIOZ0M MalMeHTKY C IICOPHa30M U PeLiuAVBUPYIOLIUM He(pOIUTHA30M OBl
TMOZTBEPXKJeH JMarHo3 LUMCTUHYpUM Tura B. [luarHo3 6bl1 yCTaHOB/IEH Ha OCHOBAaHUM COCTaBa KOHKPEMEHTa, 3HaUHTelbHOH
9KCKpPeLUH LIICTHHA C MOUOH U JJaHHBIX FeHeTUUeCKOro TeCTUpPOBaHUsl. 3abo/ieBaHHe OCIOKHUIOCH (POPMHUPOBAHHEM KPYTTHBIX
KOHKDEMEHTOB B YallleYHO-I0XaHOYHOW CHCTeMe TIOYKH, YTO MOTpebOBaso MajOMHBA3MBHOTO, HO TEXHHUECKH CJIOXKHOTO
XUPYPrUUecKoro BMellaTe/bCTBA — IMepKyTaHHOW He(po/IMTONanakcui. Takoe TedeHHMe XapaKTePHO /s LUCTUHYPHH,
KOTOpasi 4aCTo MPUBOJUT K 00Pa30BaHUIO KPYTTHBIX ¥ KOPa/IOBUIHBIX KAMHEH.

MoreKysisipHO-TeHeTUYeCKHI aHa/ln3 BhISIBWII iBa BapuaHTa B reHe SLC7A9: nmatoreHHbli c.614dupA v HOBBI BapuaHT
c.1328 A>G (p.Ser379Gly) c Heorpee/ieHHBIM KJIMHHUUECKAM 3HAUeHWEM. BbIsB/eHWE W3BECTHOTO TMAaTOreHHOrO BapHaHTa
c.614dupA nozTBep)KAaeT MO/EKY/ISPHO-TeHeTUUeCKU [JuarHo3 LUCTUHYypuM Tuma B. KnnHuueckass 3Ha4MMOCTb HOBOIO
Bapuanta VUS B 11 3k30He TpeOyeT Ja/ibHEHILEro U3yueHus, B YaCTHOCTH (YHKIIMOHATLHOTO UCC/e[0BAHUS TPAHCIIOPTHOM
aKTUBHOCTH OeJiKa /00 BBISBIEHHs JaHHOTO BapHaHTa y JPyrHUX MaldeHTOB C aHaJIOTUUHBIM (eHOTUIIOM. XOTs KIIMHHUUeCKast
3HAaUYMMOCTh BapuaHTa €.1328A>G oKOHYaTe/bHO He YCTaHOB/IEHA, B M0/Ib3Y €ro BO3MO)XHOM IaTOreHHOCTH CBUZETE/bCTBYET
TOT (hakT, UTO /Ipyras 3aMeHa B 3TOHM K€ aMUHOKHC/IOTHON mosuium p.Ser379Arg (rs142270619) kmaccuduiipoBaHa Kak
naroreHHas. Hamuuue y manueHTKW TiCOpMa3a TpeJCTaBisieT AOTIOMHUTE/NBHBIM KIMHWYeCKUd (pakTop, KOTOPBIA Cienyer
YUUTHIBaTb TP BbIOOpe TaKTWKU BefeHus. XOTS yOeQuTe/NbHBIX [AHHBIX O TIPSIMOM TAaTOreHeTHUeCKOM CBSI3M MeXIy
TICOpYasoM U LUCTUHYpHel B HacTosilliee BpPeMsl HeT, OT/e/bHble MCC/Ie/J0BaHNsl CBU/ETE/bCTBYIOT O BO3MOKHOM B/IMSIHUU
ricoprasa Ha pUCK HedposuThasa. Tak, y HaleHToB ¢ IICOpHa30oM OIHCaHbl M3MeHeHHUs: MeTabonmuueckoro rnpoguis Mouy,
BKJ/TIOUasi TUIOLUTPATYPHUIO, THIIEPYPUKO3ypPHUI0 W THUIIEPHATPUYPHIO, KOTOpble MOTYT CIOCOOCTBOBaTh KaMHeOOpa3oBaHHIO
[17]. Kpome TorO, OMIMCaHbI OT/Ae/IbHBIE CIydau HedporaThy, acCOLMMPOBaHHOM C KpHUCTasuTiu3alell MoueBoM KucioThl [18], a
HEKOTOpble MeTO/bI CHCTEMHOW Teparuu Ticopuas3a (Harmpumep, 3¢Gupbl (ymMapoBO KUCIOTBI) MOTYT COIPOBOXKAAThCS
passutueM cuHgpoma ®ankoHu [19]. Takke co00IIANIOCEH O MOBBIIEHWH KOHLIEHTPALWH Psiia aMUHOKUCIIOT, BK/TIOUast LIUCTHH,
B IUla3Me KPOBH TALMeHTOB C TsDKesbIMU (popmamu ricoprasa [20]. HecmoTpsi Ha OorpaHH4eHHOCTb MMEIOIIMXCS JaHHbIX,
COBOKYTHOCTb 3TUX HaO/IOZeHUN yKa3blBaeT Ha He0OXOJMMOCTb WH/AWBH/YATbHOTO M MY/BTHIUCLUILIMHAPHOTO TIOX0/a K
Be/leHUIO MaL[IeHTOB C COUueTaHNeM LIMCTUHYPUU U TICOpHa3a.

3ak/IroueHne

IlpeacraBneH KIMHUUECKWH C/lyyail LUCTHHYpUM THNa B y Mosofiolf >KeHIIWHBI, OC/IOXKHeHHOW (hopMUpOBaHKEM
KPYITHOTO KOHKDeMeHTa, NOoTpeOOBaBILEro IMepKyTaHHOIO XWPYPrHUYecKOro BMeLlaTelbCTBa. JIMarHo3 TOATBEpKAEeH
COBOKYITHOCTBIO K/IMHWYECKHX, OMOXUMHYeCKMX W MOJIEKY/ISIPHO-TeHeTHUeCKUX JaHHBIX. MoJIeKy/nisipHO-reHeTHdeCcKoe
WCCefoBaHre BBIIBIIO B TeHe SLC7A9 matoreHHbIN BapuaHT c.614dupA u HOBbIM BapuaHT c.1328A>G (p.Ser379Gly),
paccMaTprBaeMbIi Kak IMOTeHL[HaTbHO KJIMHWYeCKHd 3HAuMMbIHA, HO B HacTosllee BpeMsi KiaccHbHULUMpoBaHHBIM Kak VUS.
BeisiBienue HoBoro BapuasTta €.1328 A>G paciuupsieT CIeKTp MeHeTHUYeCKWX BapUaHTOB, OINKMCAHHBIX IIPU LIMCTUHYPUH, U
NO/lUepKUBaeT BaKHOCTb (PYHKIMOHAJBHBIX HCCIefoBaHuM A1 Kiaaccudukanyu VUS. OrpaHuueHHsMH HAcCTOSILIIEro
WCC/IeIOBaHUsl  SIB/ISIIOTCSL  OTCYTCTBUe (DYHKL[MOHa/JbHOW oOLeHKM BapuaHta c.1328A>G (p.Ser379Gly), a Taxke
HEBO3MOJKHOCTb OIpe/ie/IeHUs] B KaKUX ajUleisiX Pacrio/IoyKeHbl BbIsSIB/IeHHble BaPDUAHThbI BC/IeACTBHE OTCYTCTBUS TeCTUPOBAHUS
POZICTBEHHUKOB.

3adukcrupoBaHHasi Baprabe/sbHOCTH MOUEBOM SKCKpeLMM LWMCTHHA Y [JAHHOM TALMeHTKH W HaJuuue [JIUTeNIbHOro
Oe3pelMIMBHOrO Tiepuozfa Ha (OHe TONBKO COOMIONEeHWs [WeTa W DPEeKUMa TupaTalud 0e3 mpHeMa KaKuxX-bo
JIeKapCTBEHHBIX TIPeriapaToB COIVIACYIOTCS C JIMTePaTypHbIMHU JaHHBIMU O TeUeHHH LUCTUHOBOTO HedponrTasa.

[/ ManueHTKd C yCTaHOBJIEHHBIM [JUarHo30M M COIMYTCTBYIOLIMM I1COPHA30M DeKOMeH/I0BaHA IMOKM3HEeHHas, CTPOro
WHJMBU/yalnu3UpOBaHHas NMpo(MIaKTHKa peLyMBOB KamHeoOpasoBaHUs (afieKBaTHasi IMjparalys, olljejauMBaHUE MOuH,
BO3MO’KHO, THOJI-COZiepyKalllasi Teparnuisi) 1oz, COBMeCTHBIM HabsiroZieHreM ypoJiora, Heyposiora 1 jepMarosiora.
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