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Pesiome

JInsnHypuryeckas HenepeHocumocTb 6enka (JIHB; OMIM #222700) — pefikoe ayTOCOMHO-
peLeccuBHoe 3aboneBaHve, 06ycnoBieHHoe MyTauuamuy B reHe SLC7A7, 4To NpuBOanT K
HapyLUeHWUo TPaHCNOoPTa IN3UHA, aPTUHNHA, OPHUTMHA B KMLLEYHUKE U MOYKax C nocse-
oyowmm metabonunueckum grucbanaHcom. B knaccuuecknx cnydasx 3abonesaHue gebio-
TUPYeT B paHHEM e TCKOM BO3pacTe Nocsie BBeLeHWA OeIKOBOro NprkKopmMa 1 BKoUaeT
TpUagy KIueBblX CUMMATOMOB: MMNEePaMMOHMNEMMIO, BbIPAXKEHHY HernepeHOCMMOCTb
6enka 1 3afepxKy Gur3nyeckoro pasBuTrA. XapakTepHon ocobeHHOCTbio 3aboneBaHms
ABNAETCA MYNbTUCUCTEMHOCTb MOPAXeHWA, BKIOYaa feroyHble, NoYeyHble, remaTosio-
rmyeckrie, UMMyHHble, HEBPOJIOFMYEeCKMe Y KOCTHO-MblLLEYHble HapyLleHus. [eTeporer-
HOCTb KJIMHNYECKOWN KapTUHbI 3aTPYLHAET CBOEBPEMEHHYIO ANArHOCTUKY.

B cTaTbe npeactaBneH 0630p COBPEMEHHbIX AAaHHbIX O KIMHUYECKUX NPOSsIBIEHNAX, Ana-
rHocTuke v neyennun JIHB. Ocoboe BHMMaHUe yaeneHo ONUCaHMIo KIIMHUYECKOro ciyyas
reHetTmnyeckn noarsep>kaeHHon JIHB y 17-neTHen feBylIKK C TAXKENbIM OCTEOMOPO30M,
MHO>ECTBEHHbIMU KOMMPECCUOHHBIMU MepenomMmammn NO3BOHKOB, HNU3KOPOCIOCTbIO 1 pe-
unausmpyoLen sHuedanonaTnen HeACHOroO reHesa.

KnioueBble cnoBa: Nv3nHypryeckasa HenepeHoCcMMocTb 6enka, runepaMMoHvemus,
0CTEonopo3, Nepenombl KOCTel, peuuanBupyolan sHuedpanonaTis, HacneaCcTBeHHble
6one3Hn obmeHa BewecTs, SLC7A7
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Abstract

Lysinuric protein intolerance (LPI; OMIM #222700) is a rare autosomal recessive disorder
caused by mutations in the SLC7A7 gene, leading to impaired transport of lysine,
arginine, and ornithine in the intestine and kidneys, resulting in metabolic imbalance.
In classical cases, the disease debuts in early childhood after the introduction of
protein-rich complementary foods and is characterized by a triad of key symptoms:
hyperammonemia, severe protein intolerance, and delayed physical development.
A hallmark of LPI is multisystem involvement, including pulmonary, renal, hematological,
immune, neurological, and musculoskeletal abnormalities. The heterogeneity of clinical
presentation complicates timely diagnosis.

The article provides a review of current data on LPI clinical manifestations, diagnosis,
and treatment. Special emphasis is placed on a clinical case of genetically confirmed LPI
in a 17-year-old female patient, presenting with severe osteoporosis, multiple vertebral
compression fractures, short stature, and recurrent encephalopathy of unknown etiology.
Keywords: lysinuric protein intolerance, hyperammonemia, osteoporosis, bone fractures,
recurrent encephalopathy, inherited metabolic disease, SLC7A7

B BBEJAEHWE

JInsnHypryeckas HenepeHocMmocTb 6enka (JTHB; CMHOHUM — OBYXOCHOBHas aMWHO-
aumpypus ll; OMIM #222700; MKB-10 - E72.0; MKB-11 - 5C60.Y) — penkoe HacneacTBeHHoe
MeTabonnyeckoe 3abosieBaHne C ayTOCOMHO-PELIECCHMBHBIM TUMOM HACeJOBaHUS, Xapak-
Tepusyloleeca HapyLleHneM TPaHCMOPTa KaTUOHHbIX aMUHOKUCIOT (IM3UHA, aprMHUHA U
OPHWTVHA) Yepe3 KIeTOYHble MeMOpaHbl KMLLIEYHVKA 1 noyek [1, 2]. JIHB cBsA3aHa ¢ myTa-
unamn B reHe SLC7A7, KoTopbiln kogupyeT 6enok y+LAT1, OTBETCTBEHHbIV 3a TPaHCMOPT
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KaTMOHHbIX aMUHOKNCNOT. HapyLieHre GyHKUMKM 3TOro 6eka NnpruBoOAnT K HeJOCTaTOUHOMY
BCACbIBAHMIO KAaTUOHHBIX aMUHOKMCOT B KULLIEYHUKE, UX M3ObITOYHOW SKCKPELMN C MOYOW
W, KaK crneacteue, K epuumuty nnsmHa, OpHUTMHA 1 aprHUHa B Kposu [1, 2]. OCHOBHble
MeTabonuueckme nocneactama npu JIHB cBA3aHbl ¢ edpUUMTOM aprmHMHA U OPHUTUHA —
KIoueBbIX CyOCTPaToOB LMKNa MoueBUHbI (Uukna Kpebca — XeHseneliTa). Vix HepgocTaTok
BbI3blBaeT BTOPMYHbIE HaPYLLIEHWA B LiMKIe 06pa30BaHNA MOUYEBUHDBI, NPUBOAA K N36bITOY-
HOMY HaKOMMIEHMIO B KPOBM aMMUaKa (rmnepaMmmoHvemMun). B KauectBe KOMMNeHCaToOpHOM
peakuun (HepeKo HEOCO3HAHHON — 10 MOMEHTa YCTaHOBJIEHVA MPaBUIIbHOIO ArarHo3a) y
MHOTVX NauneHToB GopMUpPYeTCA CTOMKOE OTBpaLleHre K 6oratol 6enkom nutle, 4to elle
6onee ycyrybnaeT 1 6e3 Toro MMeoLLMI MecTo HyTPUTUBHBIN aednuunT [1, 3, 41

Bnepsbie JIHB 6bina onucaxa B 1965 1. J. Perheentupa un J.K. Visakorpi y Tpex ¢uHcKux
[eTell C BPOXAEHHbIM HapylleHrem MeTabonnama, KIMHUYECKU NPOoABAAWMUMCA OT-
BpaLLEHMEM K >KUBOTHOMY GenKy, TAXKesNol 3aflep»KKoi pocTa, Neproamnyeckon pBoTon 1
Avapeen, rmnepammoHnemMmnert, renatomeranuen n TeHaeHUMen K rpanynoumtoneHun [5].
Ha cerogHALWHWIA fileHb B MMPOBOI NInTepaType onmcaHo cebiwe 200 cnyyaes JIHB. Hanbo-
nee pacnpocTpaHeHo aaHHoe 3aboneaHne B QuHnangum (1 : 50 000), AnoHumn n Utanuu,
npu 3TOM CNopaguyeckre cslydan perucTpupyoTca noBceMecTHo [3].

JIHB ponroe Bpems paccMaTpriBanacb Kak OTHOCUTENIbHO AobpoKayecTBEHHOe 3abore-
BaHMe, OHaKO HAaKOM/eHHble K HaCTOALLEeMY BPeMeHM KNMHMYeCKNe AaHHble YKa3blBatoT Ha
ee MyNbTUCUCTEMHbI U MPOrPeccupyoLmin xapaktep. 3abonesaHne ConpaKeHo C BbICOKUM
PUCKOM XIM3HEYTrPOXKaIoLLNX OCNIOKHEHWI, TAKMX Kak JIEFOYHbI afibBEONAPHbIN NPOTENHO3,
TepMMHaNbHasA NoYeyHana HeJOCTaTOYHOCTb, CMHAPOM aKTUBaLUM Makpodaros [6]. PaHHee
BbIABNIEHVE 1 KOppeKLUMA MeTaboNnMuecKnx HapyLweHnn MOryT YnyyllnTb KaueCTBO XKM3HM
NaLMeHTOB, O4HAKO PUCK paTasibHbIX OCIIOXKHEHWUI OCTAETCA 3HAYNTENBHBIM.

B KJIMHUYECKWE MPOABJIEHWA

JIHB moxeT feboTmpoBaTb B HeOHaTaslbHOM Nepuroe, HO Yalle NPOABAAETCA B Mia-
LeHYeCTBe NN paHHeM JeTCTBe Nocsie nepexofa pebeHKa C rpyiHOro BCKapMivBaHmaA Ha
6enKoBbIN NpUKOpPM [3, 6, 71.
PaHHMe kKnnHnyeckme cumntombl JIHB [8]:
peumansupytoLias pBoTa 1 gnapes;
3NU304bI CTYNOpPa NN KOMbI Nocsie ynoTpebneHuns 6oraton 6enkom nuiu;
OTKa3 OT efibl, OTBPaLLeHune K 6eIKOBbIM MpoAyKTaMm;
3apepxKa Gpr3nyeckoro pasBuTKA (kHeCnocobHOCTb NpouBeTaTb, failure to thrive);
renaTocrnaeHomeranus;
MblLLEYHAA TMMNOTOHNA.
MNo3gHue kKnuHnyeckme npossnenua JIHB [7-14]:
3afleprKKa pocTa;
paHHUI (YaCTO TAXKENbIN) OCTEONOPO3 C MATONOMMUYECKMMUN KOCTHBIMU Nepenomamu;
nopakeHue nerkmx: anbBeosIAPHbIN NpoTenHo3, Grubpos;
nopakeHvie noyek: NpoTerHypus, HeppoKanbLMHO3, XPOHUYeCKasa 6one3Hb noyek (XBI);
remaTosiornyeckune OTKNOHEHUA: aHeMuA, NeNKoneHnsa, TPOMOOLUTONEHNS;
MMMYHHble pPacCTPONCTBa: CMHAPOM remodarouutapHoro numeoructmoumutosa (M1r),
ayToummyHHas natonorua (CKB, peBmatongHbI apTpuT).
Takxe MoryT HabnoAaTbCA rMnepxonecTeprHeMms, TMNepTPUrIMLEPUAEMUSA, OCTPbIN
naHkpeatut [8].
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CornacHo peTtpocnekTuBHomy aHanusy J.L. Contreras et al. (2021 r.), oxBaTusLueMy
157 naumeHToB c JIHB, yactoTa BCTpeuaemMoCTv y HUX MeTaboIMyecKnx HapyLeHuii co-
cTaBuia 52%, »kenyaoyHo-KuiueyHbix — 43%, rematoniornyeckmx — 55%, UMMYHHbIX — 54%,
noyeyHblx — 41%, HeBponornyecknx — 25%, nerouHbix — 18% [7]. Hanbonee pacnpocTpa-
HEHHbIMY MeTaboNNYECKUMIN N FaCTPONHTECTUHANBHBIMM CUMMTOMaMM ObINn: 3afeprKKa
dur3nyeckoro pa3BuTUA (kHecnocobHOCTb NpouBeTaTb, failure to thrive) (52%), otBpalye-
Hue K boraTon 6enkom nuie (36%), psoTa (30%), a cpean MynbTUCUCTEMHbIX NposABIe-
HWUI Yalle BCero BCTpeyvanumcb renatocnneHomeranmnsa (46%), npotenHypus (34%), aHemmsA
(29%) n octeonopos (24%).

Oco6eHHOCTN TeueHuA JIHB

Y petein c JIHB ynotpebneHrie NpoayKTOB C BbICOKUM COpepaHmeM 6enka Hepenko
NpoBOLMpPYET TOLHOTY, PBOTY, BO3HMKHOBEHME abfoMmnHanbHbIX 6onei. B kauecTse 3a-
LMTHOW peaKkummn y 60NbLUMHCTBA NaLMEHTOB C paHHEero Bo3pacta GopMupyeTcsa KOMMeH-
CaTOPHbIN MexaHN3M B BuAe U36MpaTenbHOro oTkasa oT 6efKoBOW NULLK 1 CMOHTaHHbIN
nepexop Ha BereTapmaHcKmi paumoH nutanua. Cnelyet noguyepkHyTb, YTO OTBpaLLeHue K
nuwe, 6oraton 6enkom, ABAAETCA APKUM NaTOrHOMOHMYHbIM Mapkepom JTHB [1, 3]. Oedu-
uuT 6enka B paLyioHe NPUBOANUT K HYTPUTUBHOWN HEJOCTaTOYHOCTU, MblLLEYHON TMNoTo-
HUW 1 ocTeonoposy. Co BpemeHeM y NaureHToB popmurpyeTtca GeHOoTHM, HaMOMUHAOLLMIA
Lenrakumio (<TOHKMe» KOHEYHOCTU U OTHOCUTENIbHO YBEMYEHHbIN XMBOT), YTO OObACHAET
yacTyto NepBrYHYI0 06paLlaeMoCTb K Bpady-ractposHTeporsory [6].

B TeueHre nepBbIX MecALEeB XM3HM 0ObIYHO pa3BrBaeTCA renaToCcnieHoMeranns, Ko-
TOpas CTaHOBMTCA MOBOAOM A/1A HanpasnieHna pebeHKa K Bpayvy-remaTtonory, ocobeHHo
Npw BbIABNEHUN CONYTCTBYIOLMX aHEMUW, U30SIMPOBAHHON TPOMOOLMTONEHN UMK NaH-
uutoneHuu [6]. iHorpa HabnodaeTca Nnporpeccrpytollee NopakeHme neyeHn — oT cTea-
TO3a Ao ¢nbposa 1 unpposa [15].

MN36biITouHOE NnoTpebneHre 6enkoso Ny y naumeHToB ¢ JIHB moxeT cnposouupo-
BaTb HEBPOJNIOrMYecKmne HapyLleHus, oOyCNIoBNEHHbIE TPAH3UTOPHOW U NEPCUCTUPYIO-
wen runepammoHmnemment. Boipa>keHHOCTb CUMNTOMOB 3aBUCUT OT YPOBHA rMnepaMmmo-
H1emunn 1 Bo3pacTa pebeHKa. Y MnageHLeB OTMeYanTCA CHUMKEHNE MblLLEYHOTO TOHYCa U1
netaprus, a'y getei cTapluiero Bo3pacTa — aTakcusa 1 noBefeHYecKre HapyLleHUs B Bue
pasfpaxuntenbHOCTV unu anatun. NMpu peakom yBennyeHun 6eka B paLMoHe BO3MOXKeH
rmnepaMmoHNEMUNYECKU KPU3, COMPOBOXAAOWNIACA CyfoporaMmu, notepei cCo3HaHuA
N PUCKOM Pa3BUTUA KOMbI [6]. MIHTennekTyanbHoe pa3BuTre GONbLIMHCTBA NaLMeHTOB
OCTaeTcA B HOPME, Of{HAKO Y NINL, C YaCTbIMU WU TAXKENbIMU 3NMU30AaMN TMNePaMMOHM-
€M1 BO3MOXHbI KOTHUTUBHbIE HapYLLEHWA M3-3a HENPOTOKCMYECKOro BO3eNCTBMA aM-
MMaKa Ha mo3r [6].

Mpwu JTHB y»xe B paHHeM AeTCKOM BO3pacTe HepefKo 06HapY»KMBAOTCA NPOrpeccupy-
oLe MHTEPCTULMANbHbIE U3MEHEHNA B NErknX, KOTopble Ha HavalbHbIX 3Tamnax 4acto
npoTekatoT 6eccMMNTOMHO. B fleTckoM BO3pacTe Take y MHOIMX MalMeHTOB pa3BliBa-
eTCA NIeroYHbli anbBeonApHbIi nNpotenHo3 (JTAM) — XusHeyrpoxatoLiee OCNOXHeEHMe,
obycnosneHHoe HakonneHnem cypdakTaHTa B afibBeoniax. 9TO NPUBOAUT K Nporpeccu-
pyioLLe TUMOKCUM U TAXKENOW AblXaTeNbHOW HeAoCTaTOUYHOCTM, TpebyloLlen SKCTpeH-
HOI pecnupaTopHol nopaepxku. JIAI Asnaetca Hanbonee onacHbIM JEroyYHbIM OC-
noxHeHvnem JIHB. Bropbim no pacnpocTpaHeHHOCTW OCIOXKHEHNEM ABAAETCA NTErOYHbIN
$1bpo3, KOTOPbIN MOXKET BO3HMKATb M30NIMPOBAHHO WM COYETaTbCA C anbBeONIAPHbIM
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NpoTenHO30M. /13-3a BbICOKOrO pricka 6eccMNTOMHOrO TeueHna 1 ObICTPOro nporpec-
CMPOBAHUA NIEFOYHbIX NMOPAXEeHN Npu NnepBuUYHON AmnarHocTuke JIHb Bcem naumeHTam
peKoMeHA0BaHO NpPoBefeHNe KOMMbIOTEpPHOW ToMorpadunm nerknux BbICOKOro paspetue-
HWA, NO3BONAIOLWEN BbIABUTb AOKANHUYECKE U3MEHEHWA, BKMIOYAA MHTepCTULMAbHbIE
nopakeHUs 1 HayasnbHble NpuU3Haku ¢prodposa [8, 12].

Cepbe3Hbim ocnoxHeHvem JIHB aBnaetca nopakeHne noyek. PaHHUM mMapKepom He-
bponornyecknx HapyLeHUiA Cy>XUT 6eccMNTOMHasA M30/IMPOBaHHaA NPOTENHYPUA, KO-
TOpas Npv OTCYTCTBUW JIEYEHNA MOXKET NPUBECTU K ANCPYHKLMM NPOKCUMAIbHbIX KaHanb-
LeB 1 HeppoKanbLMHO3Y, YacTo nporpeccupytowm fo XbI. [momepynsapHble nopaxkeHus
BCTPEYAIOTCA pexe, HO Tak»Ke acCoLMMPOBaHbI C BbICOKUM puckom pa3suTua XBI1[13, 14].

NmmyHHaa ancoyHKUMA ABNAETCA XOPOLIO M3BECTHbIM ocnoxHeHnem JIHB, xota me-
XaHW3M cBA3M MeTabonnueckux HapyweHui npu JIHb ¢ ayTouMMyHMUTETOM OCTaeTca He-
ACHbIM [7]. MIMMyHoRornyeckme nposBieHna Obiny 3aperucTprpoBaHbl B HECKOJNTbKMX
crlyyaax U MOryT NPoABAATbCA B popMe CUCTEMHOW KPaCcHOWM BONYaHKM, PEBMATOVAHOMO
apTpwTa, BUTUIMIO U UMMYHHOW TpOoMGoLMTONeHnYeckon nypnypsi [1, 7].

[Tl ABnAeTcA elle OAHUM W3 MMMYHHbIX OCNOXHeHW, Habnogaembix npu JIHB [1].
[T npencTaBnaeT coboi onacHoe AnA »KU3HW COCTOAAHUE, 0OYCIOBIEHHOE rMMnepaKkTrBa-
unen uymtotokcmyeckux T-numéountos, NK-KneTok n makpodaros ¢ MacCUBHbIM BbIOPO-
COM NPOBOCMNANNTENbHbIX LUTOKNHOB. KNMHMYecKkne NnpoaBneHna BKNIOYaOT NXOPaaKy,
CnneHoMeranunio, HeBPONorMyeckne HapylleHus, KoarynonaTtuio, HapylleHre byHKuum
neyeHy, LUMTONEHMUIO, TNepTpUrnMuepuaemuio, runepbepputuHemMmnio n remodarouu-
103 [16]. Mpun oTcyTcTBUM NeveHusa [T moxeT TpaHCchopMMpPOBaTLCA B CUHAPOM aKTUBa-
U1 Makpodaros, CONPOBOXKAAILLMNCA MACCUBHBIM FEMOST30M 1 MONIMOPraHHOM Hefo-
CTaTOYHOCTbI0. Y HOBOPOXAEHHbIX AeTen [JII yacTo owmnboUYHO MHTepNpeTUpyeTca Kak
nepuHaTtanbHaa MHPeKLUA, UTo yaMHAET «amarHoctmyeckyto Ogucceto» JIHB [6]. OgHako,
Kak nNpofemMoHcTpupoBaHo B nccnegosaHum W. Mauhin et al. (2017 r.), npu JIHB B 60b-
wuHctee cnyyaes [T nmeeT cybKNMHMYECKoe TeueHre, OrpaHnunBasnch CryieHoOMeranu-
el 1 nabopaTopHbLIMU OTKINOHEHUAMY (TMnepTpuruepruaemment, runeppepputmHeMu-
e n runodmbprHoreHemrein), He TPeOYIOLLMMUN SKCTPEHHbIX BMeLlaTenbcTs [1].

BaXHO oTmeTuTDb, UTO Knaccuyeckue cumntombl JIHB moryT octaBatbcA He 3ameyeH-
HbIMW B TEYEHME NePBOro 1 BTOPOro AeCATUNETUA XKN3HN 13-3a NOACO3HaTENbHOro orpa-
HUYeHWA NoTpebneHna 6enKoBON NULLK, YTO HepeAKOo NPUBOAMUT K NO3AHEN ANarHOCTHKe,
Korfa y»e pa3BurBatoTca HeobpaTrMble OCNIOXKHeHMA [8].

B JNATHOCTUKA
Anroputm grnarHoctukm JIHB BkntovaeT cnegytowme stanbi [8]:

B KNMHMYeCKan oLeHKa — aHanmn3 aHamHesa (oTBpalleHue K 6oraTton 6enkom nuile, 3a-
LepKa pocTa, HeBPOornyeckme snmn3oabl) 1 BbiABNEHNE MySIbTUCUCTEMHbIX NPOAB-
NeHnn;

B GUOXUMUYECKNE WNCCNefoBaHMA — aHann3 aMUHOKUCIIOTHOrO NMpodunsa CbiIBOPOTKM
KPOBM 1 MOUM (CHUXKEHME YPOBHEN aprMHHA, OPHUTUHA, NMN3MHa B KPOBU 1 MOBbI-
LIeHMe VX SKCKPEeLMM C MOYON); onpefeneHne ypoBHA amMraka B KPOBH (MOBbILLeHNe
YPOBHA aMMUnaka nocne notpebneHuns 6oraton 6eNKoM NULLK; KOHLeHTpaLus ero Ha-
ToLWakK — 06bIYHO B HOPME);

B MONeKyNAPHO-TeHETUYECKUIN aHaNn3 — BbIABEHUE NATOreHHbIX MyTauui B reHe
SLC7A7.
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Ta6nuua 1

JlabopaTopHble OTKNOHeHus Y nauneHTos c JIHB

Table 1

Laboratory abnormalities in LPI patients

MeTop nccnepo-
BaHuA

Jla6opaTopHbie OTK/IOHEHUA

Mpumevanne

AHemuA (HOPMOXPOMHas UNw

Buoxumnuecknin
aHanm3 KpoBu

lnepTpurnuuepugemma

MoBbllWeHMe akTUBHOCTM NaKTaTaern-
aporeHasbl (JIA6)

AT, ACT (aKTUBHOCTb MOXXET HEMHOTIO
npeBsbiLWaTb HOPMY)

06wt aHann3 rnnoxpomHas) HecneunduuHble rematonoruyeckme npo-
KpoBu Jlenkonexua ABNEHWA

TpombouuToneHums

lMnepdepputnHemmna

[MnepxonectepuHemunsa Mpw cy6knunHmnyeckom M1 Hanbonee

XapaKTEPHO BbIABNEHNE aHEMMM, TPOMOO-
LMTOMNEHNM UAW NaHLUTOMEHUIN B COYETaHNN
C 6BUOXVIMUYECKMMU HapyLIeHNAMM (rMnodu-
6puHOreHemMueii, BbICOKOW akTMBHOCTbI0 JIAT,
rmneppeppUTUHEMMER 1 rMNepTPUrINLEPU-
nemuen)

Koarynorpamma MnopubprHoreHemuna
PekomeHpayeTcA NPoBOAUTD OLIEHKY YPOBHSA
aMMMaKa B ABYX COCTOAHMAX:
— Hatowak (ba3oBble 3HaueHWsA, Kak npasu-
110, OCTalOTCA B NpeAenax Hopmbl);
AMMMaK B KPOBM TmnepammoHunemuna ! pea pMmbl);

—  nocne 6enkoBoi NpoBoKaLmu (ynotpe-
651eHNe MWLM C BBICOKMM COfiepKaHnem
6enKa), Npu KOTopoli HabngaeTca NocT-
npaHavanbHas runepaMmoHneMmns

AMUHOKMNCNOTbI
B KPOBW (TaH-
[lemMmHanA macc-

CHWXeHne ypoBHel aprMHUHa, OPHU-
TVHa 1 IM3UHa

Moka3zaTtenu moryT 6bITb B Npefenax pedpe-
PEHCHbIX 3HaYeHNIA

lMoBbILIEHVE YPOBHEN CepUHa, M-

YacTo BTOPMYHO MOBbILIEHbI U3-3a AUCHYHK-

CNEKTPOMeTPUA, Ha, UMTPYNNNHA, NPOMMHA, anaHnHa U | LUK LKA MOYEBUHbI BCNIEACTBME NepBUY-
™OQ rnyTammnHa HbIX HapYLIEHUI

AMUHOKUNCNOTbI NoBbilWeHVe ypoBHeii aprmHriHa, opHU- | Hambonee BbipaXkeHHOE NOBbILLEHNE XapaK-
B MOYe TVHa 1 IM3UHa TEPHO ANA N13KHa

OpOTOBaH Kncnota
B Moye

NoBbllWeHNe ypOBHA OPOTOBOW
KNCNIOTbI

OTparkaeT AUCPYHKLMIO LKA MOYEBVIHbI;
roKasaTenu MoryT 0CTaBaTbCA B Npeaenax
pedepeHcHbIX 3HaYeHUIT Ha GoHe Hr3Koben-
KOBOW ANeTbl

OCHOBHbIe TabopaTopHble OTKIOHEH WS, Habogaemble npu JIHB [3, 6], npeacTaBneHbl
B Tabn. 1.

PaHHee BbisiBneHue JIHB nmeet pelsatolyee 3HaueHre AnA NPeaoTBPALLEHNA TAXKENbIX
3NU3040B MMNePaMMOHMNEMMIM, KOTOPbIE MOTYT BbI3blBaTb HEOOPATUMbIE MOBPEXAEHMS
HepBHOW cucTembl. Kpome TOro, CBoeBpemMeHHOe YCTaHOBMIeHMe AmarHo3a nossonset
npeaBuaeTb BO3MOXKHbIE OC/IOKHEHUA CO CTOPOHbI APYrMX OPraHoB, YTO JOCTMraeTcA
6rnaropaps TwaTeslbHOMY MOHUTOPUHIY 3a COCTOAHMEM nauueHTa [17].

K coxxaneHuio, guarHoctumka JIHB uacto 3aTpyHeHa 1 3ana3apiBaeT 13-3a Hecrneundu-
YeCKol KNIMHNYECKO CUMMTOMATUKK 1 JIOXKHOI HOpManin3aLmmy 1abopaTopHbIX MAapKepoB.
Hanpumep, npu gnutesibHOM orpaHnyeHnn Gefika B pauvoHe WU HYTPUTUBHOW Hepo-
CTaTOYHOCTW YPOBHM aMMMaKa M KaTMOHHbIX aMUHOKMCIOT B KPOBW MOTYT HaXO4UTbCA B
npegenax pepepeHcHbIX 3HaUEHWIM, MacKMpys Npy STom MeTabonuueckuin fedekT [3, 8, 18].
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B JNOOEPEHUMATIBHAA AMATHOCTUNKA

MeHoTMNNYECKanA U3MEHUMBOCTb M OTCYTCTBME CreundruUecKon KNMHUYECKON Kap-
TUHbI HEPEAKO CTAHOBATCA NMPUYMHOWN Pa3NNYHBIX OLUMOOYHBIX AMArHO30B Y NaLneHToB
¢ JIHB. aHHyto natonoruio cnegyet anbdepeHLmpoBaTb ¢ 3aboneBaHUAMY, UMELWNMUI
CXOXKYI0 CMMMTOMATUKY, TaKUMW KakK: HapyLLeHMs LiMKna 06pa3oBaHna MOYEBVHbI, 130-
COMHble 6one3Hn HakonneHusa (bonesHb lowe nnn HumaHHa - MNuka), 3abonesaHus, co-
nposoxaaemble Manbabcopburen (Lennakus n gpyrue), ayToMMmyHHble 3aboneBaHus,
remMoxpomaros, octeonopos [3, 8, 111.

B JIEYEHWE

B HacToAwee Bpemsa cneuudunueckoe neveHmve JIHB otcyTcTByeT. JleueHre npoBoanT-
CA SMMNMPUYECKN 1 BKIOYaeT B ceba 3 KnloueBbIX HarnpasieHUs: KyrnnpoBaHue ocTpo
rmnepammoHnemMmnm, JONroCPOYHOE fIeUYeHne 1 NIeYeHne OCNIOKHEHNIA.

KynupoBaHue octpoii runepaMmmoHuemmu
Llenbto 3TOro HanpaBneHUs B NeYEHUN ABAAETCA SKCTPEHHOE CHUXKEHMWE YPOBHA aM-

MMaKa B KpoBW. JleueHre oCcTpo rmnepamMmmMoHMeMUN NPOBOJNTCA MO COOTBETCTBYIOLNM

NPOTOKOMaM, YTBEPKAEHHbIM A fleYeHNa HapyLeHWi LMKna o6pa3oBaHna MOYEBMHbI

[19, 20], BkNtoyas:

B [o/IHOe NCKIIoYeHMe 6eflka U3 paLroHa NTaHUA NaumeHTa Ha 24-48 yacoB (npur 3Tom
HeobXxoAMMO yuuTbIBaTb, YTO MPOAOIKMTENbHOE OrpaHuyeHne Genka (>48 vacos)
OnacHo pasBuUTMeM KaTabonnsma 6esnka);

= uHy3noHHYto Tepanuio (10% rnoko3a) — Ans nogasneHns katabonusma n obecneuve-
HWA OpraHn3ma sHeprmen;

B Me[dVKaMeHTO3HYI0 AeTOKCUKauuilo (BHYTprMBEHHOe BBeAeHue L-apruHvHa, npu He-
[OCTaTOUYHON 3GPeKTUBHOCTM L-aprrHMHa ucnonb3yetca 6eH30aT HaTpuA, HaTpus
deHunauetat nnu Hatpusa peHnnbyTUparT).

B 60nbLUMHCTBE ClyyaeB BbllLeYNOMAHYTOe MelIKaMeHTO3HOe JleyeHune CnocobCTBy-
eT HopManu3auumn yYpoBHsA aMmMriaka B KpOBU, MpY OTCYTCTBUM 3ddeKTa NnokasaH remogu-

anus [3].

[onrocpoyHoe neyeHune
KntoueBbiMK 31eMeHTaMM JONrOCPOYHOTrO JleUeHUs ABASIOTCA: OrpaHMYeHne 6enka B
pauroHe (C uenblo MUHUMU3ALUKN PUCKa Pa3BUTUS rnepaMMoOHneMnm) 1 obecrneyeHune

NoCTyNneHnA JOCTaTOYHOrO KONMyecTBa He3aMeHNMbIX aMUHOKIMCNOT [21]. MprmeHsAtoT-

cA cnepytowme Noaxoabl:

B cobnofieHre NaumeHToM H1U3KO6eNKOBOI AMETbl — OFpPaHYeHne YPOBHA MoCTynalo-
Lwero 6eika 4o M1HVMasbHO 6e30nacHoro (MHAMBUAYaNbHbINA PacyeT — C YY4eTOM BO3-
pacTa, Maccbl Tena u MetTabonunueckoro ctatyca naymerta). Mpwu JIHB cytouHas Hopma
6enka ana peten coctasnset 0,8-1,5 r/kr/cyT, ana B3pocnbix — 0,5-0,8 r/kr/cyT [8];

= potauuAa L-uutpynnmHa (M3 pacuyeta <100 mr/Kr/geHb, B 4 npriema, BO Bpemsa efbl) —
npumeHsaeTcA B JONONHEHVE K H13KobenkoBol aueTe [8]. MpumeHeHne L-unTpynnmHa
CHUXAEeT PUCK NOCTNPaHAMANbHONM rMNepaMMOHNEMIN, MOBbILWAET TOIEPAHTHOCTb K
6esiKy, ynyywaet HyTPUTUBHbBINA CTaTyC 3a CYET NOBbLILWEHMA anneTuTa 1 yBenmnyeHus
noTpeb6seHna NULLK, YMeHbLIAeT BbIPaXKeHHOCTb renaTomeranuy 1 NoBbILLAET NoBCe-
[LHEBHYI0 aKTMBHOCTb NaumeHTa [3];
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B foTtauumA L-kapHuTMHa (M3 pacyeta 25-50 Mr/Kr/cyT) — ncnonb3yeTca Npu rmnoKapHU-
THemuu [8]. B nccnepgosaHum L.M. Tanner et al. (2008 r.), BknoumBlem 37 nauymeH-
T0B C JIHB, 06HapyXeHo, UTO MMNOKapHUTUHEMNA aCCOLMMPOBaHA C XXEHCKMM MOJIOM
naLMeHTOB, HaIMYMEM NOYEYHOI HEQOCTAaTOYHOCTM U MPUMEHEHNEM IEKAPCTBEHHbIX
npenapaToBs, BbIBOAALWMX aMMMaK [22];

" noTauua L-nvu3nHa (B HebonbLmx fo3ax, 3 pacyeTa 20-30 Mr/Kr/cyT) — npumeHsaeTcA
npu gepunumnte nusnHa [8]. B nccnegosanmm L.M. Tanner et al. (2007 r.) nokasaHo, uto
nepopa’sbHbIA NPUeM NN31Ha B HU3KKX Jo3ax obecneymBaeT JONTOCPOYHYIO KOHLIEH-
Tpauuto N13rHa B nNnasme y naumeHTos ¢ JIHB, He Bbi3biBasA runepammoHMeMumn unm
HeXenaTenbHbIX PeakLnii CO CTOPOHbI XKefTyAoUYHO-KULIEeYHOro TpakTa [23];

B Ha3HayeHWe NleKapCTBEHHbIX MpenapaToB, CBA3bIBAKOLWMX aMMMaK (6eH30aT HaTpus,
beHunbyTpaT HaTpuA) — PeKOMEHAO0BaHbl MPY NEePCUCTUPYIOLEN rnepaMmMoHe-
mun [3, 8]. OgHaKo Ha TeKYLUMIA MOMEHT laHHble NeKapCcTBEHHbIE CPeiCTBa He 3aperu-
cTprpoBaHbl B Pecnybnuke benapycb, 4To orpaHmMyrBaeT X NpYMeHeHue B KNnHuYe-
CKOW NnpakTuke.

JleyeHune ocnoOXKHEHUIN

K HacToAwemy BpemeHn 3ddeKTUBHOMO eyeHns No3[HUX U NOAMOPTraHHbIX OCNIOX-
HEHW He pa3paboTaHo. [Ins neyeHuns 3ab6oneBaHUN nerkux 611 onpoboBaHbI pasnny-
Hble NOAXOAbl, BKOYaA NPpUMEHEHNe BbICOKMX [03 rokokopTukoctepongos (FKC) n
rpaHynouuTapHo-makpodaranbHOro KonoHvecTumynupyioulero ¢akTopa, y nayMeHToB
¢ AT, ogHaKo OHM He MoKas3anu 3HauYUTeNIbHOro KAnHUYeckoro sddekxTa. Mpu JIAM
NyYWUM TepaneBTUYECKUM NOAXOLOM MO-NpeXHeMy oCTaeTcsA HPOHX0aNbBEONAPHbIN
naBax nerkux [17]. JleueHne noyeyHbIX, ayTOMMMYHHbIX U FreMaToNorMyeckmnx oCsox-
HeHUI, a Takxe ocTeonopo3a npu JIHB fonxHoO NPOBOANTLCA NOL PYKOBOLCTBOM MPO-
bUNbHBIX Bpayen-cneumnanncToB B COOTBETCTBUM CO CTaHAAPTMU3MPOBAHHbBIMM MPOTOKO-
namum [8, 17].

B ONNCAHWE KNMMHNYECKOTO CJTYYAA

Mbl npefctaBnAem KAMHUYECKMI CRyyal reHeTnyecku nopreepxpeHHon JIHB y
17-neTHen AEeBYLLKM C TAXKESIbIM OCTEONOPO30M, MHOXECTBEHHbIMN KOMMPECCUOHHbIMU
nepenomamy MO3BOHKOB, HU3KOPOCIOCTbIO U peLanBUpYioLLe sHUedanonaTmel HeAac-
HOro reHesa. HackonbKo Ham M3BECTHO, AaHHbIN KIVHWYECKUI Cilyyall ABAAETCA NepBbiM
L[OKYMeHTMpOBaHHbIM onucaHrem JIHB B 6enopycckon nonynauun.

[JeBouka BnepBble noctynuna B PecnybnnkaHCKMA LIeHTP LETCKOro ocCTeomnoposa,
byHKUMOHMpYoWKWiA Ha 6a3e yupexzeHuna 3gpaBooxpaHeHna «MmnHckaa obnactHas get-
CKas KNnHMYeckas 6onbHuLa», B okTA0pe 2019 r. B Bo3pacTe 12 neT ¢ »kanobamu Ha anu-
TeNlbHble CMOHTaHHble 60NN B MO3BOHOUYHMKE, BO3HUKLIME Ha POHE MPOAOIKUTENBHOWN
rnoKokopTukongHon Tepanuu (FTKC-tepanuu) no nosoay peuvansupyoLlen sHuedano-
naTMn HEYTOYHEHHOrO reHesa.

AHaMHe3 XKVN3HU 1 HacTosALlero 3abonesaHus

[eBouka poaunacb ot Il 6epemeHHOCTH, || camocTosATeNbHbBIX POAOB B Cpoke 40 He-
Aenb (cTapwasn cectpa 3goposa). Macca Tena npu poxgeHnn — 3200 r, gnnHa Tena - 51 cm,
oueHka no wkane Anrap — 8/9 6annos. PaHHWII HeOHaTanbHbIN Nepuog npoTtekan 6e3
ocobeHHocTel. Ha nepBoM rofy »13Hu pocna 1 pa3BrBaiacb COOTBETCTBEHHO BO3pacTy;
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B PU3MYECKOM 1 HEPBHO-NCUXNYECKOM Pa3BUTUN He OTCTaBasia OT CBEPCTHMKOB; HAXOAM-
nacb Ha rpyaHOM BCKapmMnmBaHum go 1 roga 6 mecsaues.

C pBYyXMecsAYHOro Bo3pacTta fio 7 neTy pebeHKa oTMeYanuch YacTble OCcTpble pecnmnpa-
TOPHble MHPeKUMK (0o 8-10 pas B roa), C 6 MecALEB — aHEMUSA NEFKOW cTeneHu. B 7 meca-
LieB MarHocTMpoBaHa MHbeKL A MOUYeBbIBOAALLMX NyTel ¢ noBbiweHrem CO3 go 52 mm/
yac, no noBoAy Yero pebeHOK Monyyan ctalyuoHapHoe neveHne. B nocnepyiollem B Te-
YyeHue rofla COXPaHANNCb U3MEHEHA B OOLLEM aHaNN3e KPOBW: aHEMUA NErKOW CTeMNeHwu,
yckopeHHaa CO3 o 44 mm/vac. PebeHok B Bo3pacTe 1 roga 10 mecAueB obcnenosaH Ha
o6nacTHOM ypoBHe, BepudunLMpoBaH anarHo3: BAMI: AByCTOPOHHWIA Ny3blPHO-MOYETOY-
HUKOBbIN pedntoKc 3-11 cTeneHn. BToprUHbI nrenoHeppuT, NaTeHTHOE TeueHne. AHeMMUA
Nerkowm cTeneHn cmeLwaHHom aTmonornn. CumnToMatmyeckaa HeMTPoneHna CpegHen cTe-
neHu TaxkecTun. MNpu npoBefeHWM ynbTpa3BykoBoro nccniegosaHma (Y3M) opraHos 6ptoLu-
HOI1 NOJSIOCTU BblsIB/IEHA renaTocrnieHoMeranus. B Grnoxnmmnueckom aHanmse KpoBu oTme-
Yyanocb cTolKoe nosblleHne aktuBHocTU JIAT (1080-1282 En/n). B nanbHenwem pebeHoK
HeoHOKPATHO roCnNUTanmM3MpoBanca no NoBoay BbiasneHHo BAMI B obnacTHyto fet-
CKYI0 GONbHULY 1 B YPONIOTMYECKNIA LLIeHTP pecnybnmKkaHCKoro ypoBHs. B cBA3n ¢ coxpa-
HAOLWENCA renaTocrnieHoMerannen N U3MeHeHUAMN B obLleM aHann3se KpoBu (aHemus,
yckopeHHaa CO3) feBouKa TakKe HeOQHOKpaTHO npoxoauna obcnefoBaHue B OHKoOre-
MaTONIOrMYeCKOM LieHTpe pecny6/MKaHCKOro ypoBHsA. B xone obcnegoBaHnA AaHHbIX 3a
OHKOremaTosiormyeckyio naTosiornio He BblAABIEHO.

B Bo3pacTe 4 net pebeHOK BnepBble KOHCYNbTUPOBaH BPauoOM-TeHeTMKOM — Hacnea-
CTBEHHbIX AedpeKTOB MeTabonm3ma He BbIABNEHO; KapunoTun — 46, XX.

B 4 ropa 8 mecAueB y eBOYKM Ha GOHe MOTHOrO 340POBbA MOABUANCH BANOCTb, COH-
JINBOCTb, WIATKOCTb NOXO[KWN, HEMHTEHCUBHAs FOJIOBHasA 60/1b, CHUXeHMe anneTuTa, No no-
BOJY Yero oHa 6blia rocnMTanu3rMpoBaHa B 06N1acTHy0 60MbHULY MO MECTY XKUTeNbCTBa.
Mpy nocTynneHun B GUOXMMUYECKOM aHanr3e KpoBW Habniofanucb rmnepTpaHcaMmHa-
3emua (ACT - 326 Ea/n, AJTT — 448 Ep/n, B AauHamunke yepes 4 cytok — 35 Ea/n n 50 Ea/n
COOTBETCTBEHHO), a TakXe nosblleHne akTusHoct JIAM go 1750 Ea/n. B obuwem aHanu-
3e KPpOBY OTMEYasiocb CHKEHMe remornobuHa (B grnanasoHe 108-106 r/n) n neikounToB
(4,3-3,5%x10%n), nosbiweHne CO3 go 26 mm/yac. CnycTa 5 CYyTOK B yTPeHHMe Yacbl 3aduk-
CUPOBaH NMOBTOPHbIN NPUCTYM BANOCTW, COHNNBOCTU, MbllleyHo cnabocTu. Mpw nposepe-
HUKM KomnbtoTepHol (KT) n MarHUTHO-pe3oHaHcHol Tomorpadumn (MPT) ronoBHoro mosra,
a TakXe Npu nccnefoBaHy CNMHHOMO3rOBOW XUAKOCT NAaTONOMMYECKMX U3MEHEHWI He
BblAB/IEHO. Ha anekTposHuedanorpamMmme oTMeyanachb Bblpa)keHHasA fAe30praHn3auma Kop-
KOBOrO pUTMa; HOPMasbHbI PUTM NPaKTUYeCKn OTCYTCTBOBA; Haf 3afHUMUN OTBeAEHM-
AMU PETNCTPUPOBANNCE MeAJIEHHbIE BOJHbI fefibTa- U TeTa-AnanasoHoB 6e3 YeTKoro am-
NAUTYAHOro npeobnagaHuna. Pe6eHoK KOHCYNbTMPOBaH BPauoM-0pTanibMOIOroM, Bpauyom-
OTOPUHONAPVHIONIONOM, BPAYOM-HEBPOJIOrOM, BPauyOM-3HAOKPMHONOIOM, Bpauyom-rema-
TONIOroMm. YCTaHOBJEH AMarHo3: renatocnjieHomeranua. HopmoxpomHas, HopmouuTapHas,
runopereHepatopHasa aHemua nerko cteneHn. MAC: OXJIXK. 3arnb B welike »enyHoro
ny3bipA. BAMI: [TMP 1-ii cteneHn cnpaBa. BropruHbili nnenoHedpunT, NaTeHTHOE TeUYeHue.
Cofpy»ecTBeHHOe NeproanyecKoe anbTepHupyoLlee CXoaaLLeeca Kocornasme. JHueda-
NUTUYeCKaa peakuma HeyTouyHeHHoro reHesa. C Lenbio ncknovyeHna numobonponudepa-
TUBHbIX 3aboneBaHuin Ha 10-e CyTKn pebeHOK MOBTOPHO 06CNeoBaH B OHKOreMaToso-
rMYeckoM LieHTpe pecnybnmKaHCKOro YpoBHS; faHHbIX B MONb3y Hanuuma npodusibHOM
NaToNOr He BbIABNEHO; MaLMEHT B YAOBNETBOPUTENIbHOM COCTOAHUM BbIMMCaH JOMON.
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MNMogobHoe cocTosAHME Yy eBOYKM NOBTOPUIOCk B anpene 2019 r. B Bo3pacTte 11 net
8 mecAues. Ha ¢oHe NonHOro 340poBbA NOABUANCL BANOCTb, COHIMBOCTb, CHUXEHME
anneTuTa, HapyLleHne peun 1 KoopanHauumu, B CBA3U C Yem pebeHoK Obii rocnuTanu-
3MpPOBaH B HEBPOJOrMyecKkoe otaesnieHre obnactHoln 6onbHuubl. Mpn npoBegeHnn MPT
rofIOBHOro Mo3ra BbifiBNeHa MP-KapTuHa OAMHOYHbBIX O4aroB rnrMo3a B 6onbLIKX Nony-
LapmAxX rofioBHOro mo3sra. PebeHky nposoannacb UHPY3MOHHasA, aHTnbaKTepuranbHas,
cmmnToMaTtnyeckas n F’KC-tepanus (gekcameTasoH, NpeaHn3osoH). Ha ¢oHe neyeHuns ot-
Meuvanacb NOMOKNTENbHAA AMHAMMKA: AeBOYKa CTana akTBHOM, KyNUpOBanncb KOOpAun-
HaToOpHble HapyLeHusA. Ha 15-e cyTKn pebeHOoK BbinvcaH JOMOW B yOBNETBOPUTENBHOM
COCTOAHUM C 3aKMIOYNTENBHbBIM KIUHNYECKMM AMAarHO30M: HEYTOYHEHHaA peunansmpy-
towana sHuedpanonatna. CNOXKHbIA M’MNEPMETPONUYECKII acTUrMaTU3M 060mX rnas, am-
6nvonua cnabon cteneHy npasoro rnasa. CxogdAuleeca coapy»KeCTBEHHOE anbTepHupY-
towee Kkocornasue obounx rmas. MAC: XJ1XK. Mpwu BbINMCKe peKoMeHA0BaHO NPOAOIKNUTD
KC-tepanuio (npegHn3onoH — B go3e 0,9 Mr/Kr/cyT ¢ NocTeneHHON OTMEHON B TeYeHne
4 mecaueB).

Ha ¢oHe nprema npefHmsonoHa ¢ masa 2019 r. aeBouKy nepuogmyeckmn ctany 6ecnoko-
UTb 60711 B MOACHNYHO-KPECTLIOBOM OTAese NO3BOHOUHMKA. K ceHTAGpIo 2019 1. 6oneBoi
CUHAPOM YCUNUICA, YTO NoTpeboBano rocnutann3aLmm B HEBPOSIOrMyeckoe oTgeneHune
obnactHon 6onbHMLbL. [Mpy 06cnefoBaHMY NO AaHHbIM PeHTreHorpadn NO3BOHOYHMKA
BblABNIEeHbI fedopMaLm Ten rpyaHbIX U MOACHUYHBIX MO3BOHKOB 3a CYET CHUMEHNA BbICO-
Tbl (MPEVMYLLECTBEHHO — B NMEPeAHNX U CpefHUX oTaenax) ¢ GopmMmnpoBaHMeM XapaKkTep-
HoW («pblbbel») dopmbl. MPT rpyaHOro 1 NOACHUYHOMO OTAENOB MO3BOHOYHMKA NOKa3ana
Hannune HepaBHOMEPHOWN KOMMPEeCCUN TeNl MO3BOHKOB (CHUKEHME BbICOTbl B CPeQHEM Ha
30-50%, MmakcManbHo Ha 75% Ha ypoBHe Th11); cknepo3upoBaHue 3amblKaTeNbHbIX Mia-
CTVHOK C BOTHYTOWN fledopMaLinert (MecTamm — no TUMy «pbidbMX MO3BOHKOBY); MPU3HAKM
OTeKa KOCTHOro MO3ra Tesl NO3BOHKOB, OCTUCTbIX 1 NMOMNepPeYHbIX OTPOCTKOB (AaHHble 13-
MEHEHMA COOTBETCTBYIOT MATONOrMYECKM MepesioMam Tesl MO3BOHKOB Ha GpoHe CoHAu-
nonatun) (puc. 1A). JononHuTtenbHo BbiABNeHbl MP-Npu3Haky renatocniaeHomeranmm.

[nAa NCcKnoyeHns HacnefCcTBEHHbIX MeTabonnyeckux 3aboneBaHnini AeBoYKa NnoBTop-
HO MPOKOHCY/LTUPOBaHa BpavyoM-TeHEeTUKOM. B pamkax obcnefoBaHuA npoBefeH ce-
NEKTUBHbIN CKPUHWHI Ha Hac/leACTBEHHble 60M1e3HN 0OMeHa BelwecTB. [nA NCKoYeHUs
6one3Hel HaKOMeHUs NUCCeloBaHa aKTUBHOCTb JIN30COMHbIX GepMEHTOB B NeliKoLu-
TaX: 3HaYMMble OTKITOHEHNWA He BbIABMEHDI; UCKNOYeHbl 6onesHb lowe, 6one3Hb Oabpu,
anbda-mMaHHO3MA03, GyKO3MA03, MeTaxpomaTnyeckaa nenkoguctpodua. Mo pesynbra-
Tam Cyxol Mpobbl MOUM HacNeACTBEHHbIX HapyLleHUi obMeHa BellecTB He OOHapy»Ke-
Ho. [Mpn nccnefoBaHUN cofepPXaHNA aMUHOKUCTIOT U auMNKapHUTUHOB B 06pa3uax Bbl-
CylleHHon Kposu meTogoM TMC BbifBREHbl Hecneuuduyeckme rMameHeHus npodunsa
AMUHOKUNCIIOT: CHMXEHME B KPOBU KOHLEHTpaunn aprmHuHa (1,84 mKkMmonb/n npyu Hopme
2,84-26,5) n deHunanaHmHa (27 MKMonb/n npu Hopme 35,1-83,2), NoBbllWeHWE — METUO-
H1Ha (40 mKkmonb/n npu Hopme 11,8-36,9) 1 aueTunKapHUTUHA (49 MKMONb/N Npu HopMme
11,6-45,9); OPHUTUH — Ha HXKHEW rpaHuLe pedepeHCHbIX 3HaveHni (21 MKMonb/n Npwm
Hopme 19,1-107). lna yTouHeHnA gnarHosa yepes mecal npoBedeHO NOBTOPHOE nccre-
posaHne TMC, B xofie KOTOPOro AMAarHOCTUYECKM 3HAaUYMMbIX OTKIIOHEHWI He OBHapyKeHO.

[na onpepeneHnsa fanbHenwen TakTUKU IeYeHUss 0CTeomnopo3sa AeBoyka Obina Ha-
npaeneHa B Pecny6nvMKaHCKMI LEHTP AETCKOro OCTeonopo3a C HanpaBUTeNbHbIM Ana-
FHO30M: CTEPOMAHbIA OCTEONOpPO3 TAXKENOW CTeneHn TaKecTu. [OucropmoHanbHas
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Puc. 1. AuHamunka MP-Tomorpadunueckx nusmeHeHU rpygHOro 1 NOsICHUYHOrO OTAEe/I0B NO3BOHOYHMKA
(onucaHwme B TeKkcTe): A - ncxogHoe MPT-uccnepoBaHume (ceHTA6Gpb 2019 1.); B - KOHTponbHoe MPT-
nccnepoBaHue yepes 3 roga 7 mecaues (anpenb 2023 r.)

Fig. 1. MRI changes in the thoracic and lumbar spine over time (see description in the text): A - Baseline
MRI (September 2019); B - control MRI after 3 years 7 months (April 2023)

cnonaunonatua. CuHgpom MueHko — KywnHra. BropnyHaa Hu3Kopocnoctb. BpoxkaeHHoe
HapyLleHne obmeHa BellecTB? JH3MMOMNEHNYeCKan reMonuTnyeckas aHemus?

Mpwn aHann3e aHamHe3a NepesioMOB BbIABJIEHO, YTO Y AEBOYKN B Bo3pacTe 1 rofga 8 me-
cAueB Obl1 AMarHOCTUPOBAH 3aKpPbITbI KOCOM Nepesiom CpefHen TpeTun neson 6eppex-
HOW KOCTU CO CMeLLeHneM (TpaBma B ObITy — 6exana 1 ynana Ha NeByt HOry C BbICOTbI
CObCTBEHHOrO pocTa). B 2 roga npounsoluen NoBTOPHbIV NEPENIOM B TOM e MecTe.

CemelHbIi aHaMHe3 MO OCTEONMOPO3Y He OTATOLLEH: HU3KO3HepreTnyeckmne nepenombl
Y POACTBEHHUKOB NMEPBOW U BTOPOW CTENEHW POACTBA He 3aperncTpmpoBaHbl.

[aHHble 06cnegoBaHNA NauMeHTa (Ha MOMEHT NepBUYHOro o6pauieHnsa B Pe-
cny6nnKaHCKUI LIeHTP AeTCKOro ocTeonoposa)

AHTponomeTpuryecKkme AaHHble naumeHTa: macca Tena — 30 Kr, gnuHa Tena — 132 cwm,
nHAeKc maccol Tena (MMT) — 17,2 kr/m2 OueHka $p13NYecKkoro pasBuThA C UCMOSb30Ba-
HMEeM aHTPOMOMETPUYUECKOrO KaNlbKynATopa NporpammHoro obecneuveHusa BcemupHon
opraHu3sauuu 3gpaBooxpaHeHna WHO AnthroPlus: Z-score gnuHa Tena / Bo3pact -2,9 SD,
YTO CBUAETENbCTBYET O HU3KopocnocTy; Z-score IMT/Bo3pacT -0,4 SD (Hopma).

Mpy nabopaTopHOM MCCNefoBaHNUY BbIABMIEHbI FMMOKanbLmMemMms 1 runepdocdare-
musa (Tabn. 2).

PebeHKy npoBefeHa fABYyx3HepreTnyeckasa peHTreHoBcKaA abcopbumomeTtpua (LPA)
no neamMaTpuyeckrMm nporpaMmam KcciefjoBaHuA (MOACHWYHbIA OTAEN MO3BOHOYHMKA
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Ta6nuua 2

Buoxummnyeckne nokasaTtenun KpoBm nayneHTa

Table 2

Blood biochemical parameters in our patient
Buoxummnyeckue nokasartenu KpoBu PedepeHcHble 3HaueHus MokasaTenu naymeHTa
Kanbuuii obwmii, Mmons/n 2,2-2,7 2,1(])
Oocdop HeopraHNYECKMn, MMONb/N 0,87-1,45 1,86 (1)
Ob6uwasn wenouHas docdatasa, En/n 98-279 234 (N)
MNapaTnpeounaHobiii ropmoH (MTT), nr/mn 15-57 22 (N)
25(OH)D, Hr/mn 30-60 60 (N)

(L1-L4) n Bce Teno 6e3 BkntoueHna Koctel yepena (total body less head, TBLH), a Takxe
OLleHKa NO3BOHOYHVIKa B GOKOBOW MpoeKLUmy Npu noMoLuym nporpammbl Vertebral fracture
assessment. [1nA oLueHKM MrHepanu3aunm KOCTHONM TKaHM NpoaHanmn3npoBaHbl MoKasare-
NN MYHEepPanbHOM NAOTHOCTY KOCTHOW TKaHu (MIKT, BMD - Bone Mineral Density, r/cm?),
a TaKXKe UHTerpanbHbI NoKasaTtesnb — Z-KpuUTepuin (Z-score), KOTOPbI Bblpa)aeTca B CTaH-
[apTHbIX OTKNoHeHuAX (SD) n xapaktepusyeT MIMNKT obcnepgyemoro pebeHKa B cpaBHeHUN
CO CpefHeBO3PACTHON HOPMOW AnA AeTel TOro »Ke rnosna u Bo3pacTta. B cootBeTcTBmNM C
pekomeHpaumammn MexayHapogHoro obuiectBa KnnHuMYeckon aeHcutometpun (ISCD,
2019 r.) 3HaueHumAa MIKT npu Z-kputepun <-2,0 SD pacueHnBanuncb Kak «Hn3kaa MIMKT»
[NA JaHHOro nona v Bo3pacTa pebeHka. Mo gaHHbIM [1PA BbISIBNEHO BbIpa)KeHHOEe CHUXKe-
Hue MIKT B noAcHMYHOM oTaene no3BoHo4YHMKa (BMD L1-L4 0,306 r/cm?, Z-score —4,7 SD)
n Bo BceM Tene (BMD TBLH = 0,400 r/cm?, Z-score -2,8 SD). Mpn oueHKe NO3BOHOYHMKA
B 60KoBOW NpoeKumn Ha ypoBHe Th10-L4 BbiABNEHbI ABOAKOBOrHYTble AedopmaLin Ten
Th10-Th12 n L2-L4 no3BoHKOB 1-3-I1 cTeneHu, KNnHoBuAaHaA aedopmauumsa tena L1 no-
3BOHKA 2-11 CTENEHMN.

Ha ocHoBaHuM anob Ha cnoHTaHHble 60nKn B cnvHe, AeblTMpoBaBWNe Ha GpOoHe
IKC-Tepanuu, HanMunA ABYX HU3KOSHEPreTUYeCKUx nepenomoB beapa B aHaMHe3e, MHO-
ecTBeHHbIX aedopmaunin (NepenomoB) NO3BOHKOB MPYAHOrO 1 MOACHWUYHOIO OTAENOB
NO3BOHOYHMKA B coueTaHnn ¢ H13Kkon MIKT BbiCcTaBneH KNMHMYECKUIN frnarHo3: nekap-
CTBEHHbI OCTEONOPO3 C MATONOrMYECKMM nepenoMomM. MHOXXeCTBEHHbIE KOMMPECCHOH-
Hble gedopMau NO3BOHKOB MPYAHOMO 1 MOACHUYHOIO OTAENI0B MO3BOHOYHYKA. [leBou-
Ke pekoMeHA0BaHa AveTa C NOBbIWEHHbIM CofeprKaHem 6enkKa, Kanbuma n ButammHa D
(BKNOYaA NoBbilEHHOE MOTpeb/ieHe MONIOYHbIX NMPOAYKTOB); Ha3HayeH ANUTENbHbIN
npuem KOMOMHNPOBAHHBIX JIeKaPCTBEHHbIX NMpenapaToB KapboHaTa KanbLua 1 XoneKasb-
undepona, akTBHble MeTabonuTbl BUTaMurHa D (anbdakanbumgon B go3se 0,5 MKr/cyT).

Ha6niogeHne B AMHaMunKe

Mpu NoBTOPHOW KOHCYNbTaLMK Yepes 1 rof Habnoganacb NONOXKUTENbHAA AUHAMIMKA:
60oneBo CUHAPOM B MO3BOHOYHMKE KynMpoBanca, no AaHHbiM [JPA oTmevanca npupoct
MIMKT kak Bo Bcem Tene (BMD TBLH 0,453 r/cm? (+13%), Z-score —2,2 SD), Tak 1 B nosc-
HWYHOM OTAene No3BoHOYHMKa (BMD L1-L4 0,341 r/cm? (+11%), Z-score —4,3 SD), a Takxe
yMeHbLUeHue cTeneHn aedpopmaLiv No3BOHKOB. Mpu oLeHKe BMoXnMMMYeCcKnx nokasare-
nen KpoBu obpalyana Ha ceba BHMMaHMe coxpaHAalowasaca runeppocharemma (max go
2,25 MMonb/n) Ha poHe HOPMarbHbIX 3HaYeHUIN obLwero Kanbuma, MTl, obLyen WwenoyHom
¢docdartasbl 1 25(0OH)D. [eBouka AOMONHUTENbHO HAbMO4ANACh BPAYOM-3HAOKPUHOMOrOM
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Ha pecnybnuKaHCKOM ypoBHe, nposoaunach aAnddepeHumanbHaa gMarHoctuka nmeto-
LencA NaTonormm C NCeBAOrMNonapaTMpPEeO3om, Lieiakunen.

Mpu exxerofHOM AUHaMMYECKOM HabnogeH OTMeYanoch yeenyeHne abCcooTHbIX
3HaveHun MMNKT n Z-kprTepua B NOACHNYHOM OTAENe NO3BOHOYHMKa (puc. 2A, B), ogHako
nokasatenu MIMKT ocTaBanucb CHMKeHHbIMK (Z-score <-2,0 SD). MapannenbHo Habsto-
Jancsa npupocT abcontoTHbIX 3HaueHun MIKT Bcero Tena, KOTOpbI CONPOBOXAANCA CHU-
XeHunem Z-KpuTtepua B 3Tol obnactu (puc. 2C, D), uTo CBMAETENLCTBOBANIO O HEAOCTATOY-
HOM HaKOMMEHMMN KOCTHON MAacCbl OTHOCUTENBbHO BO3PaCTHOM HOPMbI.

B Bo3pacTe 15 neT 8 mecALEeB BbiNonHeHa KOHTPosibHasa MPT rpyfHOro 1 NOACHUYHO-
ro oTAeNIoB NO3BOHOYHMKA. [10 cpaBHeHMIO C NpeablAyLWMM UCCNefoBaHNEM OTMeYanach
NonoXuTesnbHasa gMHaMMUKa: yBeNMYeHne BblCOTbl TeN MNO3BOHKOB W OTCYTCTBME MpPU3Ha-
KOB OTeKa KOCTHOro mo3sra. OfiHako coxpaHsanocb ymepeHHoe anddysHoe CHUXeHre Bbl-
coTbl Ten no3BoHKoB Th4-Th11 ¢ MUHUMaNbHON KNMHOBUAHONW Aedopmaumen (puc. 1B).
YunTbiBas CTOMKME CTPYKTYPHbIE U3MEHEHNA NO3BOHKOB Mo AaHHbIM MPT B coueTaHun
C HU3KUMK nokasatenamu MIKT, BpauebHbIM KOHCMAMYMOM nocsie nonydyeHna nHobop-
MMWPOBaHHOMO COrflacus 3aKOHHOMO MpPeAcCcTaBUTENA NaLMeHTa OblIo NPUHATO pelleHne
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Puc. 2. ilunamuka MIMKT naymneHTa Ha NnpoTAaKeHun 5 net HabnogeHus (A - BMD L1-L4 (a6contoTHoe
3HauveHwue, r/cm?), B - BMD L1-L4 (Z-score), C - BMD TBLH (a6coniotHoe 3HaueHue, r/cm?), D - BMD TBLH
(Z-score))

Fig. 2. Changes in the patient’s BMD over 5 years of follow-up (A - BMD L1-L4 (absolute value, g/cm?),
B - BMD L1-L4 (Z-score), C - BMD TBLH (absolute value, g/cm?), D - BMD TBLH (Z-score))
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0 Ha3HauyeHun neveHuns 6ucdochoHatamu. NMamMapoHOBaA KMUCIOTa BBOAMUNACh BHYTPU-
BEHHO B Ao3e 1 Mr/Kr/cyTKin B TeueHne 3 nocsiefoBaTe/bHbIX AHEN, Kypcamn C NHTepBa-
nom 4 mecsua. MNpu oueHKe AEHCUTOMETPUYECKMX MOoKasaTener nocse 4 KypcoB BBefe-
HUA NaMUAPOHOBON KMCNOTbl B MOACHNYHOM OTAene NO3BOHOYHMKA OTMEYEH YyCToNUn-
BbI/l NPUPOCT abconoTHbIX 3HaueHnit MIMKT (yBenuueHne ot 0,582 r/cm® po 0,695 r/cm?,
+19,4%) n Z-score (yBenuuyeHue ot -3,4 SD fo -2,4 SD); Bo Bcem Tene Habnoganach TeH-
OEeHUMA K CHUKEHMIO KaK abCcoMoTHbIX nokasateneit MIMKT (cHuxeHue oT 0,593 r/cm?
[0 0,589 r/cm?, —0,7%), Tak 1 Z-score (CHUxeHue oT —2,7 SD po -2,8 SD). MNonouTtenbHas
LAVHaMVKa B MOACHUYHOM OTAENe MOXET CBUAETENbCTBOBATL 00 3¢ deKTUBHOCTM Buchoc-
¢$boHaTOB B OTHOLLEHWM MPUPOCTA MNAOTHOCTY TPABEKYNAPHOWM KOCTHOW TKaHW, B TO Bpems
KaK OTCYTCTBME YNyulleHUA MokasaTtesieil AnA BCEro Tena, BKNoYaa TeHAEHLMIO K CHU-
XeHuto Z-score MIKT, MOXeT oTparkaTb CUCTEMHYIO AMNCCOLMALNIO B PEMOAENMNPOBAHUN
KOCTHOW TKaHW, TpebyioLLyto AaNbHeNLWero n3yyeHus.

Ba)XHO OTMeTUTb, UTO Ha NPOTAXKEHMM BCEro Nepuopa neyeHna n HabnogeHna npa-
BUJIbHBIN AMarHO3 naureHTa no-npexHemy ocTtaBanca HeBepudMLMPOBaHHbIM U Ha ero
KOCTHYIO TKaHb MPOAOKaNN HeraTMBHO BO3AENCTBOBaTb BCe haKTopbl pPUCKa, NpucyLyne
JIHB n Bepyline K nporpeccupoBaHuio NaTOrHOMOHUYHOMO ANA JaHHOro 3aboneBaHuA
octeonopo3a. CnefyeT Takxe 06paTUTb BHYMaHWE 1 Ha Hanmyue B 06LLeM aHanm3e KpoBu
naumeHTa nepcucTupytoLeit nenkoneHmm (min - 3,2x10%/n), a B Grioxummyeckom aHanu-
3e KPOBU — MHTEPMUTTUPYIOLLE runepdeppuTrHemMmmn (max — fo 448 mkr/n). CouetaHume
3TWX OTKJIOHEHWIA C peLnanBupyoLLein SHLedpanonaTnel HEACHOTO reHesa, HM3KopPoCsIo-
CTbIO 1 OCTEOMNOPO30M YKa3blBasio Ha BO3MOXHYIO reHeTUYECKY0 NPYpPoAYy NaTonorum.

OkoHuaTesibHaA BepudMKauMsa [uarHosa crana BO3MOXHOW NUWb B BO3pacTte
17 net — Gnarofapa NPOBEAEHNI0 MONEKYIAPHO-TEHETUYECKOro uccnepgosaHus. Mo pe-
3ynbTaTaM aHanm3a faHHbIX BbICOKOMPOW3BOANTENIbHOIO CEKBEHMPOBAHMA (MOMHbIN K-
30M) OO6HapyXeH BapuaHT HyKNeoTUAHOWN NociiefoBaTeNbHOCTU B 3K30He 4 reHa SLC7A7
(chr14:23249189T>C) B reTepo3nMroTHOM COCTOAHUW, MPUBOAALNA K MUCCEHC-3aMeHe
(NM_003982.4:c.571A>G:p.Lys|9IGlu), KoTopbIi KnaccudmumMpoBaH Kak BepOATHO MaTo-
FeHHbIN. B 5-M 3K30He 3TOro e reHa obHapyeH BapuaHT HYKNeoTUAHON nocnefoBa-
TenbHocTy (chr14:23248080G>A) B reTepo3MroTHOM COCTOAHNUN, NPUBOAALLNIN K MUCCEHC-
3ameHe (NM_003982.4:¢.692C>T:p.Ala231Val) n knaccmdumumpoBaHHbI Kak BapuaHT He-
onpepeneHHOro 3HauyeHVsA, UMeLLMIA BO3MOXKHOe OTHOLeHMe K deHoTuny. BbiaBneHne
JaHHbIX MyTauun B reHe SLC7A7 B coueTaHUW C KIMHUYECKM PEeHOTUMOM MO3BOSIIO
BrepBble 3a BeCb Neprof HabnogeHns yctaHoBUTb anarHos JIHB.

B pamkax naTtoreHeTM4eCKOW Tepanuu NaumeHTy Ha3HaunIm CTPoryto H1M3KO6eNKoByo
OVeTy 1 nepopanbHbil Nnpvem L-untpynnuHa. OgHako npu TwaTelbHOM aHanm3e nuiye-
BOr0 aHaMHe3a BblACHWUIOCh, UTO 1eBOYKA C 3-/IeTHEr0 BO3pacTa HEOCO3HaHHO n3berana
ynotpebneHuns 6e5KoBbIX MPOAYKTOB »KMBOTHOIO NMPOUCXOXKAeHUA (MAco, pblba, Monou-
Hble NPOAYKTbI).

Mocne Bepudurkaumm gruarHosa JIHb ona ncknoYeHNa accoumMmpoBaHHbIX ¢ 3aborne-
BaHMEM JIerOYHbIX OCNIOXHEHWI Oblfia BbIMOMIHEHA KOMMNbloTepHaA ToMorpadus rpyaHon
KneTKun. Pe3ynbTaThbl nccneoBaHNA He BbIABUIM MATONOMMUYECKNX N3MEHEHWI NErKunX, Xa-
pakTepHbix Ana JIHB. YnbTpa3sykoBoe nccnefoBaHe OpIoLLHOM NONOCTH, MOMUMO MOA-
TBEP)KAEHUA paHee BepuUdULMPOBaAHHON renaToCnieHOMeranmm, BbiABUIO Hanuume andg-
by3HbIX U3MEHEHUI NeYeHn Hanogobure XKMPOBOro renaTosa.
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Mpw pononHutTenbHom nabopaTopHOM 06CNIeoBaHNM YCTAaHOBNEHO, YTO YPOBEHb aM-
MMaKa B KPOBW HaToLlaK OCTaBasicA B Npeaenax pedepeHCHbIX 3HaYeHUNn — 47 MKMONb/N
(HopMma <72 MKMOb/1), YTO UCKITIOYANO Hanmnumne TekyLLe runepammoHeMmm; B bmoxu-
MUWYECKOM aHasnr3e KpoBM 0OHapyXeHbl ANCIMNUAEMUA C N30SIMPOBaHHbBIM MOBbILLEHVEM
NIMNONPOTENHOB HU3KOW MAOTHOCTM A0 3,2 MMOAb/N (HOpMa <2,6 MMOJIb/); B Koaryno-
rpamme BbisiBneHa runodudprHoreHemms (bnbpuHoreH — 1,32 r/n npu Hopme 2,0-4,0 r/n)
C yAIHeHVeM TPOMOMHOBOIO BpeMeHu — 22,6 cek. (Hopma 10,3-16,7 ceK.) 1 NOBbILLEHW-
em ypoBHa D-gumepos — 910 Hr/mn (Hopma <243 Hr/mn).

B OBbCYXIOEHWUE

MpepcTaBneHHbIN KNMHUYECKUIA ClyYaii ABNAETCA NepPBbIM JOKYMEHTUPOBAHHbIM Ciy-
yaem JTHB B 6enopycckor nonynAauum, XxapakTeprsyoLwmnmMca pasBUTUEM TAXKENIOro OCTeo-
Nnopo3a C MHOXXECTBEHHbIMU KOMMPECCUOHHbIMY NepenomMamMi NO3BOHKOB Kak OAHOro
N3 OCHOBHbIX NPOABMIEHN 3aboneBaHUA. PETPOCNEKTUBHDBIA aHaNN3 aHAMHECTUYECKUX
[aHHbIX B COYEeTaHUN C BbIABIEHHbIMU MyTauuamu reHa SLC7A7 no3sonseT cBA3aTb paH-
HMe KNMHUYecKre NpoABNeHVA Y NauneHTa ¢ XxapaktepHbim deHoTrnom JIHB. Y geBouku
C paHHero Bo3pacTa OTMeYaNnCb KIoyeBble ANarHoCTUYECKne Kputepum 3aboneBaHus,
BKJIlOYatoLme n3bupaTeNibHbI 0TKa3s OT 6eIKOBOW MUKW, renaTtocnieHoOMeranunto, CTon-
KyI0 rnepnaKkrataerngporeHa3emMuio, MOBTOPHbIe nepenombl. [1ea ann3sopna aHuedanona-
TUW, UHTEPNPETUPOBAHHbIE PaHEee KaK «HEeYTOUHEHHbIE», C BbICOKOW BEPOATHOCTbIO Oblnn
06ycnoBneHbl TPaH3UTOPHON runepaMmmMmoHnemumenn. OfHako oTCyTCTBUE LieneHanpasneH-
HOro MCCefjoBaHMA B OCTPOM Mepuofe YPOBHA aMMMaka M KaTMOHHbIX aMUHOKMUCIOT
(naTorHoMoHMYHble Mapkepbl JTHB) He N03BOANNO YCTaHOBUTb CBOEBPEMEHHbIN AMarHo3.
WccnepoBaHme ypoBHA aprHUHA Y OPHUTMHA BHE 000CTPEeHMA He BbIABMIO ANArHOCTU-
YeCKM 3HaUYMMbIX OTKNOHeHU. OTCYTCTBME XapaKTepPHbIX U3MEHEHWI B aMUHOKNCIIOTHOM
CneKTpe KpoBU, NMO-BUANMOMY, 6bl10 00YCNIOBNEHO ANUTENbHBIM COONOAEHNEM HU3KO-
6enKoBOW AMeTbl, YTO MacKMpoBano Metabonunueckme HapyweHus, TunuyHble ana JIHB.
[anbHelwee nporpeccMpoBaHue 3aboneBaHnA C NpUcoeanHEHNEM HU3KOPOCOCTH, TA-
YKesnoro oCcTeonopo3sa C MHOXeCTBEHHbBIMI KOMMPECCUOHHBIMY NEPESIOMaMi MO3BOHKOB,
nepcucTUpyoLLein TeKoneHnn N MHTEPMUTTUPYIOLLEN runepdeppuTHEMUI YKa3biBaio
Ha MyNIbTUCMCTEMHOCTb MOpPa)eHus, YTo NoTpeboBano NPYMeHeHNA MONEKYNAPHO-TeHe-
TUYECKOro ncciefoBaHnA (MOHO3K30MHOIO CEKBEHUPOBAHNSA).

BbiABneHne y naumeHTa AByX reTepo3nroTHbIX BapnaHToB B reHe SLC7A7 (c.571A>G
n €.692C>T) B coveTaHnn C KNMHUYECKUM GEHOTUMOM, HECMOTPA Ha OTCYTCTBME naTor-
HOMOHWYHbIX OMOXMMMYECKMX MapKepoB, noaTeepamno amnarHos JIHB. lMNMaToreHHoOCTb
BapuaHTa c.571A>G (p.Lys191Glu) gokasaHa B npefblayLLmnx NccnefoBaHNAX MO JaHHbIM
Hay4HoW nuTepatypbl [24], B TO BpeMA Kak KNnHMnYeckas 3HauMMOCTb BapmaHTa c.692C>T
(p.Ala231Val) Tpebyet ganbHelwero nsyyeHus. MpegnonoxmTenbHo, KOMOUHALNA STUX
MyTauuii MogynupyeT TaxecTb deHoTumna.

CBa3b JIHB ¢ HM3KO3HEpreTUYECKNUMN MNepenomamMi U BbIPaXKEHHbBIM CHVXXEHNEM
MIKT onncaHa B egnHWYHbIX HabntogeHusax [10, 11, 25-27], uTo nogyepKrBaeT YHUKaNb-
HOCTb J]AaHHOrO CiyYas 1 HeobxoAMMOCTb BKNtoueHus JIHB B cnektp anddepeHumanbHom
LOVNarHoCTUKKN NPY BbIABAEHUN Y NalueHTa HeOObACHNMbIX NEPENOMOB, 3aflePXKM PocTa
1 peuransupyoLien sHLedpanonaTMm HeACHOro reHesa.

OnucaHHbIN KNMHUYECKNA cnyydain pacumpsaeT deHotunmyeckuin cnektp JIHE n nog-
YepKMBaET CUCTEMHbIE CIIOKHOCTY ANArHOCTUMKY PefKNX MeTabonmyeckmx 3abonesaHunii.
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OcTeonopo3s Kak NposABfeHne NU3NHYPUYECKON HenepeHOoCMMOCTI benKa:
0630p NUTEPaTYpPbl Y KMMHUYECKNI Cllyyait

3agepxka BepudMKauMm AMarHosa WHULMMPYET cBOeobOpa3sHylo «AMarHOCTUYECKYIo
Opucceto»: MHOTOKpaTHbIe roCnUTanm3aLumn, KOHCYNbTauumn pas3inyHblX Bpadyen-cneymna-
NNCTOB M OOLIMPHble (3a4acTyto N3ObITOUHbIE, MHBa3VBHbIE AN1A NaLMEeHTa, CONPAXEHHbIe
C BbICOKOW Nly4eBOW Harpy3Ko) nabopaTopHO-MHCTPYMEHTaNbHble NCCIeAOBaHNA.

Kputuueckoro ocmbicnieHnsa TpebyeT olinboyHan TakTMKa BeleHMA NaLumeHTa B 4acTu
OVeTNYeCKUX pekomeHzaLmi, obycnioBneHHasa no3gHen sepudnkaumen guarHosa JIHB.
CraHpapTHble NPKY OCTEONOPO3€e PEKOMEHAALMN MO YBeNMYeHUo noTpebneHms monou-
HbIX NPOAYKTOB NpU HefjmarHoctupoBaHHow JTHb NprBOAAT K NPOTENHOBOW Neperpyske,
ycyrybnas TeyeHne oCHOBHOro 3aboneaHus. Kpome Toro, HeonpasAaHHOE Ha3HayeHne
I'KC, 6e3ycnoBHO, cnocobCTBYeT NPOrpeccMpoBaHmnio OCTEONOPO3a — OJHOMO U3 KIloue-
BbIX NPOAB/IEHNI aHHOW NATONOIN.

CTaHOBMUTCA OYEBMAHbLIM, YTO BHEAPEHME aNroOPUTMOB FEHETMUYECKOrO CKPUHMHIA B
Nofo6HbIX KIMHNYECKNX CUTyaLmAX NO3BOMAET CyLeCTBEHHO COKPaTUTb BPems 0 Bepu-
burKaLmm TOYHOro AMarHo3a, NpepBaB N3HYPUTENbHYIO A/1A NaLMeHTa «AnarHoCTUYECKYIo
Opaucceto», n3bexaTb ATPOreHHbIX OCIIOMHEH W, CBOEBPEMEHHO HauaTb NepPCOHaANN3MpPo-
BaHHYI0 Tepanuio, ynyyLuatoLLyio JONroCPOYHbIV MPOrHO3, a TakXKe CHU3UTb GUHAHCOBYIO
HarpysKky Ha cucTemy 34paBOOXPaHEeHUA 3@ CYET UCKITIYEHMA MOBTOPHbIX rocnuTanmsa-
LUUI, HeueneBblX NCCNefoBaHNA U KOHCYNbTaLWIA.

B 3AK/TKOYEHUE

JIHB - pepkoe ayTocOMHO-peLieccnBHoe MmeTabonnyeckoe 3aboneBaHue, xapakTepu-
3ytoleeca BapunabenbHbiM GeHOTUMOM 1 Tpebylollee BKNIOYEHUA ero B cnekTp audde-
peHuuanbHOW AMAarHOCTUKM MPW COYeTaHWM y MaumeHTa HU3KOPOC/IOCTH, OCTEONOPO-
3a N HEBPONOrMYeCcKNX HapylweHun. MNpeacTaBneHHbI B CTaTbe KAWHUYECKWUIA Cry4ai
noavYepKnBaeT HeOOXOAMMOCTb MOBbLILWEHNA HACTOPOXEHHOCTU Bpaveli-cneunanncTos
B OTHOLIEHMM MeTaboNMUYECKUX MPUYMH OCTEOMNOpPO3a M MEXAUCLUMIMHAPHOIO Noa-
X0[a K BEAEHMIO TaKUX MaLMEHTOB, a TakXKe WINCTPMpPYeT OCTPY NOTPeOHOCTb B paH-
HeM MPVMEHEHWUM COBPEMEHHbIX MOJNEKYNAPHO-TeHETUYECKNX METOAOB [AMarHOCTUKM
B NeguaTpuyeckor NpakTuke, ocobeHHo B ciyyasax 060CHOBAHHOIO NOJO3PEeHNA Ha Ha-
nuyve y naymneHta opdaHHOM NaToNnornn.
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