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TyOynonaTum — rpynna pas3jMyHbIX MO MPOMCXOXKIEHUIO 3200JIeBAHMI, MPOSIBJISIOMIMXCS HAPYHIEHMEM KAHAJBIEBOrO TPAHCHOP-
TA OPraHUYECKNX BEHIECTB, BOABI WIH 3JeKTPoauToB. IIpeacTaBienbl KIMHUYECKHE HAOMIONEHNS PA3HBIX BAPHAHTOB NMEPBHYHBIX
TyOyJonaTuii y feTeil: HecaxapHblil MOYEYHbIii TMa0deT (MIeHTH(UIMPOBAHA TeMU3UTOTHAS MyTanus B rene AVPR2), nuctaibHblii
peHaNbHbI TYOYIsIpHbI anuno3 (uaeHTuduuupoBana myrauus rena SLC4A1) u noyeuHas nmoko3ypusi. Onucana IMHAMHKA KIM-
HUYECKHX CHMIITOMOB, 3Tambl AMATHOCTHYECKOro moucka u nuddepeHnuanbHoil JuarHocTuku. IIpoanann3upoBaHbl TPYAHOCTH
NpH N0A00Pe Tepanuu B KAXK/AOM CJIyyae, 00CYK/IeHA TAKTHKA JajIbHeiilIero Ha0oeHus.

Karouesote caoea: demu, mybyronamuu, HecaxapHulii noveuHsli ouadem, OUCMANbHbLI PEHANbHbLI MYOYAAPHbIIL ayudo3, NoYeuHas
entoko3ypusi, een AVPR2, een SLC4A 1, een SLC5A2, duaenocmuka, neverue.
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The tubulopathies are a group of the diseases varied in the origin, which manifest with the disorder of tubular transport of the organic mat-
ters, water or electrolytes. The article presents the clinical observations of different variants of the primary tubulopathies in the children: the
nephrogenic diabetes insipidus (the hemizygous mutation is identified in gene AVPR?2), distal renal tubular acidosis (SLC4A41 gene mutation
is identified) and renal glycosuria. The dynamics of the clinical signs, phases of the diagnostic search and differential diagnostics have been
described. The difficulties in the therapy selection were analyzed for each case; the tactics of the further follow-up was discussed.

Key words: children, tubulopathies, nephrogenic diabetes insipidus, distal renal tubular acidosis, renal glycosuria, gene AVPR2, gene
SLC4A1, gene SLC5A2, diagnostics, treatment.

For citation: Osmanov I.M., Zakharova I.N., Kolbe O.B., Mumladze E.B., Bekmurzaeva G.B. , Tambieva E.V. Primary tubulopathies. Ros Vestn
Perinatol i Pediatr 2018; 63:(1): 81-89 (in Russ). DOI: 10.21508/1027-4065-2018-63-1-81-89

yOyjionatuu — Tpylna pasjiuvyHbIX MO MPOUCXO-
KACHUIO 3a00JIeBaHUI, MPOSBISIONIMXCS Hapylle-
HUEM KaHaJblIeBOTO TPaHCIOPTa OPraHUYECKUX Be-
1IECTB, BOJbI WIM 2jeKTpoauToB [1]. Bee TyOynonatuu
paznensioT Ha NIB€ OCHOBHbIE TIPYMIIbl: HACJIEICTBEH-
Hble (TIepBUYHBIE) W TIpUOOpEeTeHHBbIE (BTOPUUHBIE).
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IIpu TepBUYHBIX TYOYyJIONMATHSIX HapyIIeHWe TpaHC-
MopTa BEIIECTB IO TMOYEYHBIM KaHajbllaM CBSI3aHO
C BPOXIEHHBIM Ie(eKTOM (hepMEHTHBIX CUCTEM W/HUITA
HETOJIHOLIEHHOCThIO (IMCIUIa3ueil) MeMOpaH KIIeTOK.
TyOynonatuu KiaccuuUIUpPYIOT B 3aBUCUMOCTH OT JIO-
KaJu3alny TPaHCIIOPTHOTO JaedeKTa OIpeaeIeHHOTO
otnenia HeppoHa [2].
IIpokcuMasbHbIe TYOYJI0MATHI
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B 3aBucumocCTH OT XapakTepa W CTEIeHU BbIpaXkKeH-
HOCTM  HapyIlIeHW KaHaJIbIIEBOTO TpaHCIOpTa KIIU-
HUYEeCKre TIpU3HAKW TyOyJomaTuili MOTYT MaHMde-
CTUPOBATh KakK B MepBbIe HEleJNN XKU3HU, TaK U B OoJiee
rnmo3aHeM Bo3pacte. HecmoTpsi Ha pasHooOpasue TyOy-
JIoNaTuii, KJIWHUYECKM OHU TIPOSIBIISIIOTCS Pa3IUYHBIM
coYeTaHMEeM TaKHWX CUMIITOMOB, KaK: apTepuayibHas TU-
MEepPTEeH3Us]/TUTIOTEH3US, TIOJIMYPUsl, TIOTUAUTICUS, pa-
XUTOTIOMOOHBIE W3MEHEHMs, 3anepxkka (U3MIeCKOro
pa3BUTHSI, a TakKXke MeTabOIMYEeCKMMU HapylIeHUsIMU
B BUJIE allM/103a/ajiKajo3a, MaToJIOruell HaTpuii-Kajiue-
Boro M Kajbnuii-pocopHoro romeoctasa [3]. Heko-
TOpbIe BUIBI TyOyJOMmaTuii MpoTeKalT JOCTaTOUYHO OJjia-
romnpusiTHO, 0e3 BBhIPaKEHHBIX HapyIIeHWI romeocTasa
U He TpeOyloT crienu@uyeckoil Tepanmuu (Harpumep,
peHasbHas raoKo3ypus) [4]. OnqHako nmpu OOJbIIMHCTBE
MEepBUYHBIX TYOYJIOMaTUH y>Ke B TPYTHOM BO3pacTe Y Jie-
Teil oTMevaroTcss BO30YIMMOCTb, pBOTa, HEOOBSICHUMBIE
MOIBbEMBI TEMIIEPATypbl Tejla, OOYCIOBJIEHHbIE BOIHO-
3JIEKTPOJIUTHBIMU PAcCTPOMCTBAMU. DT CUMIITOMBI 3a-
YacTyI TPAKTYIOTCS y4aCTKOBBIMU MeIMaTpaMu Kak Mpo-
SIBJIEHUsI Ipyrux 3a0oneBaHuii. o MOMEHTa MOCTaHOBKU
MarHo3a U HavaJia JIeYeHUsT BO3MOXKHBI TTOBTOPHbBIE TTPY-
CTYMBI AeTUIpaTAlIMY C TUTIEPHATPUEMUE, TIPUBOISIIIINE
K Cy/Ioporam M 3a/iep>KKe TICUXUYECKOTo Pa3BUTHSI.

MHorue TyOyI0naTiu COMPOBOXIAIOTCS He(ppoKaib-
LIUHO30M, PELMANBUPYIONIEN MOUYeKaMEHHOM OO0JIE3HBIO,
Mporpeccupyoliee TeueHne KOTOPbIX MPUBOAUT K TOTe-
pe moueuyHbIx ¢GyHKUMA. Hepeako mepBuuYHasi KaHaslb-
1eBast IUChYHKIIMS OCTOXHSIETCS MH(PEeKIrel MoYeBOi
CHCTEMbI U JIETU TIOJyYaloT JJIUTEIbHbIC KYypChl aHTH-
OakTepuaabHOI Tepanuu 0e3 ctoiikoro addekra. Bbi-
paxkeHHasi monuypusi (pu He(pOreHHOM HecaxapHOM
nradeTe) MOXET BbI3bIBaTh PACIIIMPEHUE MOYEBBIX MyTei
(3a cueT ype3MepHOTro oObeMa MOUYM) 1 pa3BUTHUE TTOUYEU-
Hoi1 HemocTtaTtouHOCTU. [To3TOMY OYEHB BasKHO BOBpEMSI
3arMof03pUTh M PacIio3HaTh COOTBETCTBYIOIIME MeTa-
OosMyecKue HapylleHUs], CBSI3aHHbIE C AUCHYHKIIMEH
MOYEYHBIX KaHaJbLIeB, IS TPEAOTBPAILICHUS TSIXKEIbIX
OCJIOXKHEHUI M 00ecTiedeHUsI HOPMaJIbHOTO (PU3NYECKO-
IO Y HEPBHO-TICUXWYECKOTO Pa3BUTHSI peOeHKa.

KnuHuyeckuin npumep 1

Manbuuk O. ,7 net. Habmonaercs B otneneHnun Hed-
ponoruu JIT'KB uMm 3.A. BaiuisieBoii ¢ Tpex JeT.

HacnencrBeHHocTh He oTsaTOleHa. M3 aHamMHe3a:
pebeHOK OT TmepBOil OepeMeHHOCTH, IIPOTeKaBIIEH
¢ yrposoii nipepbiBanus B 111 TpumecTpe, mepBBIX cBOE-
BpEMEHHBIX CaMOCTOSATEIbHBIX pomoB. Macca Tena
npu poxaeHun 3630 1, mauHa 52 cM, 3aKpuyaj cpasy.
Pannuit anamHe3 0e3 ocobeHHocTeil. Ha rpymHom
BCKapMJIMBAaHUUW HAXOAWMJICS O roja, MPUKOPM BBeleH
¢ 6 Mec XM3HM B BHJE OBOIIHOTO ITIOpe, Jajiee Kallu,
dbpykToBoe miope, Msico. U3 nHdexkumit nepenec OPBU.
AnneproaHaMHe3 He OTSTOIIeH. [IpUBUBKU TIPOBEICHBI
Mo Bo3pacTy. HabGimomasncst y HeBpoJiora ¢ 3aIepXKoi
pedyeBoro pasBuTuUsi ¢ 3 10 5 JjeT, y odraabMosora —

KJINMHUYECKUE CJTYHAU

MO HACTOSIIEe BpeMsl C JMArHO30M: JMCIUIACTUYHBINA
CHUHIPOM, CXOJISIIIIeecsT KOCOTJIa3ne.

Ha mepBoM romy XM3HM OTMEUAJIOCh YacTOE TOBBI-
IIeHWEe TeMrepaTypbl 6e3 SIBHBIX TpUYMH. B aHammzax
MOYM U KPOBHM BOCTIAJIMTETBHBIX M3MEHEHMII He OBLIO.
B pa3oBhIX aHaiM3aX OTHOCHUTENbHAs TUIOTHOCTH MOYU
cocrapisiia: B 6 mec xu3Hu — 1015, B 1 rog — 1007,
B 3 roma — 1000—1002. Ha BTopoM romy Xu3Hu oOpaTu-
JIU BHMMAaHWE Ha TTOBBIIIEHHYIO XaXIy M YacTble MO-
YeucrnyckaHusi y pebeHka, HapacTawollve B JUHAMUKE,
YTO TIOCTYKMJIO TIOBOIOM IS TIEPBOM TOCTIUTATIU3ALINK
B Bo3pacte 3 jsiet (2013 ). [lpu ocmoTpe B OTaeNeHUN:
poct 94 cM, macca 13,3 k. CuMnTOMOB 00E3BOXMBA-
aug HeT. [lo opranam 6e3 ocobeHHOCTEe. ApTepraabHOe
nasieHue 90/60 mm pr.cT. Ctyn odopmieHHbI. YacTtora
moueuctyckanuit 10—15 pa3 B cytku. Hduype3 2—2.,5 7,
00beM BBITIUTON XuakocTu 3—3,5 s/cyr. B ximHuue-
CKOM M OMOXMMWYECKOM aHalli3aX KPOBW HapyIIeHUIA
He BBISIBJIEHO; YPOBEHb TJIIOKO3bI, KaJIKs, HATPUSI, XJI0pa,
¢ocdopa, marHusi, Kanbliys B Tipeneiax HopMbl. CKo-
pocth Kiry6oukoBoii ¢unbrpanuun (CK®) mo I[IBap-
my — 90 wmu/mMuH. KHCIOTHO-OCHOBHOE COCTOSIHUE
(KOC) 6e3 naronoruu. B o0ieM aHanmze Mouu: pe-
akuusg 5,5 — 6,5, 6enka M TTIOKO3bI HET, OCaloK HOp-
MaJIbHBI. broxumuyeckuii aHaamM3 Mouu 0e3 OTKJIOHE-
Huit. B aHanmm3e Mo4YM Mo 3UMHMIIKOMY OTHOCUTETbHAST
mwiotHocTh 1000—1002. IIpoBeneHa mpoda ¢ CyxoeaeHM-
eM W C aHTHOUYPETUYECKUM TOPMOHOM (MUHUPWHOM);
pe3yJbTaT OTPULATEIbHBII — HET TOBBIIIEHUS OTHOCH-
TETbHOU TUTOTHOCTM MOYM W YMEHBIICHUST TIOJUYPHH.
KoHcynsTrpoBaH 0GhTaTbMOIOTOM, 3aKTIOYeHHE: KOCO-
masue napanutndeckoe OS cxopsieecst. KoHcynbTu-
pPOBaH 3HIOKPUHOJIOTOM: JaHHBIX O HAJTUYMKM SHIOKPH-
HOJIOTMYECKOW TaTojorTuu HeT. [Ipu  yIbTpa3ByKOBOM
uccienoBanuu (Y3M) mouyek 1 MOYEBOTO ITy3bIpsi CTPYK-
TYPHBIX HApYLICHUI He BBISIBIEHO, PacIIUpeHUs COOMpa-
TETBHBIX CUCTEM M OCTATOYHOM MOYM HET.

BeImmoTHeHO  MOJIEKYIISIPHO-TEHETHYEeCKoe  00CTeno-
BaHWE METOIOM TIPSIMOTO CEKBEHUPOBAHMS C aHAIM30M
9K30HOB |—3 M MPUMBIKAIOIINX YYaCTKOB MHTPOHOB I'eHa
AVPR2, a Takxke 9K30HOB 1—4 1 MPUMBIKAIOIINX YYaCTKOB
uHTpoHOB reHa AQP2. B reHe AVPR2 BbIsiBlieHa TeMU3U-
rotHast mytauus ¢.331_332delCT, p.V111{sX191. B rene
AQP2 mytaimii He OOHaApY>XEHO. YUYUTBIBasI pe3yJibTaThl
MPOBEACHHBIX MCCIeIOBAHUIA, OBLT TOCTABJCH IMATHO3:
He(poreHHbIii HecaxapHblii MUadeT, X-CHEIUIeHHbI perec-
CHUBHBII. XpoHWYeCcKas 00J1e3Hb MoYeK, 1 cTamus.

PekomeHmoOBaHa aAMeTa ¢ OrpaHUYCHUEM COJIU, alle-
KBaTHasl peruaparaunsi (He OrpaHUYMBATL TIPUEM KU -
KOCTH TIO KOJIMYECTBY U BPEMEHHM, JaBaTh BOMY KaXIble
1—2 14 u He MeHee 2—3 pa3 Houblo). Hauara Tepanust ru-
MOTHUA3UIOM B 03¢ | MT/KT B CYyTKH C TTOCIEAYIOLIAM TTO-
BBILIEHUEM JI0 2 MT/KT B CyTKH.

IIpu KOHTpOJIBLHOM OOCIIeTOBaHUU B BO3pacTe 5 JieT
(2015 r) otcraBaHusi B (DU3MYECKOM DPA3BUTUU HET:
macca 19 kr, poct 112 cm. [ToayvaeT runorrasua B 103
50 wmr/cyr. XKanobsl Ha monauypuio, kaxmy. KoxHbie
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ITOKPOBBI OJIEMTHO-PO30BBIE. B JIETKUX JBIXaHWE MPOBO-
JIATCS BO BCE OTIENbI, XpUTOB HeT. TOHBI cepalia sCHBIE,
puTMUYHBIE. ApTepuaibHoe nasieHue 90/60 MM pT.CT.,
yactoTa cepaeyHblx cokpaiieHnii (HCC) 94 B MuUHYTY.
KuBOT MSrKuUii, NOCTyNneH T1yOoOKOW majabnauuu, 0es-
Oosie3HeHHBIN. [leyeHb M cele3eHKa HE YBEJIWYEHBI.
Moueucnyckanue 0e300e3HeHHOE, auype3 2,9—3,3 i,
KOJIMYECTBO BBITTUTOM XUAKOCTH 3a CyTKM 3,5—4 1. Ctyn
o(opMIIEHHBIN, PEeTYISIPHBINA.

B ounoxummdeckom aHanmn3e Kpou, Moun, KOC me-
TabOJIMIECKUX U DJIEKTPOJUTHBIX HAPYIIEHU HEe BBISB-
snieHo. KimHnveckue aHaau3bl KpOBU M MOUYM Oe3 maTo-
snoruu. [lpn Y3U movek pacimpeHus coOnpaTeTbHbIX
CHCTEM UM MOYETOYHUKOB HET, OCTaTOYHast Moda 14 mi
(TIpu HAMOJIHEHW W MOYEBOTO My3bIpsi 10 195 MiT), MOBBI-
IeHNe WHAEKCOB COCYAMCTOTO COTIPOTUBJICHMST Ha BCEX
YPOBHSIX TIOYEUYHBIX aprepuii obeux mnoudek go 0,72—
0,73. CK® mo MIBapuy 80 mui/mMuH. OTHOCHTETbHASs
mwiotHocTh Moun 1000—1004. YautweiBast coxpaHsio-
IIYIOCST TIOJUYPUIO, YXYIOIIEHWE TMOYEYHBIX (DYHKIIUIA
no naHHeIM Y3U ¢ 1BETOBBIM JOMIIEPOBCKUM KapTH-
posanuem (LIIK) u knaupeHca, MOMHUMO THUIIOTHA3M-
Jla K Tepanmuy ObUT MOAKJIOUEH WHIOMETAllMH B J03¢
1 Mr/Kr B cyTKM (C MOCJENYIOUIUM yBEJIUYEHUEM N103bI
JI0 2 MI'/KT) B iBa IpUeMa.

B teyenwue 1,5 ner nmosyyan peKoOMeHIOBaHHYIO Tepa-
MU0 C TIOJIOXKUTETbHBIM 3P deKTOM: TTOIMypUsl He TIpe-
BbIlIajia 3 J1 B CYTKM, IUIOTHOCTH MOYM TOBBICHIIACH
no 1004—1008. Breina cnenaHa MOMBITKA OTMEHUTh MH-
JIOMETAIH ¥ 3aMEHUTh TUTTOTUA3U Ha KOMOMHUPOBAaH-
HBII TMperapaT MOAYPETUK (TUIOTHA3WA + aMUJIOPW).
Ha ¢oHe mnpuema MoaypeTMKa COCTOSIHME TalldeHTa
VXYIOIIUIOCh: Hapocyia Tmonuypust (1o 5—6 1), Xaxna,
MOSIBUJIACH BSIIOCTh, TUIIOTOHMS. [IpemapaT ObIT OTMe-
HEH M Ha3Ha4YeHa MPEXXHIS cXeMa JIeYeHUsT: TUTIOCOJIeBasT
nUeTa, TUMoThasua 25 Mr 2 pasa B JeHb, UHAOMETAlluH
25 mr 2 pasa, Mmaasiokc no 10 M 2 pasa B aeHb. Peko-
MeHIoBaH KOHTpoJb KOC, KpeaTWHWHA, 3JIEKTPOJIMTOB
KpOBM oMH pa3 B 3 Mec, Y3U modek oguH pa3 B 6 Mec,
VUUTHIBAST UTUTETBHOCTh TTOJYYEeHUsT WHAOMETallMHA —
npoBeneHue 33odaroracrpoayoaeHockonuu  (DIC).
IMocnennuii ocmotp B mapte 2017 . CocTosiHue pedbeHka
crabunbHoe. Ha ceromHsmamit 1eHb peOeHOK Habrona-
€TCsT C KITMHUYECKUM JIMarHo30M: HeporeHHblii Hecaxap-
Hblii 1Ma0eT; X-ClHenIeHHblii PellecCUBHBIN; XPOHHYECKAsS
0oJie3Hb MOYEK 2-9 CTAAMA; KOCOIIAa3ne MapajuTHYECKOe
OS cxonsmeecs.

KnuHunyeckuih npumep 2

Mapuuk E., 2 mec xxuznam (06.10.2013 . poxxaeHus),
Haxogwicsa B Kb nM. 3.A. bamustesoii ¢ 07.12.13 .
mo 24.01.14 .

PonocnoBHast OTSTOIIEHA: Y MaTepu — XPOHUUYECKUIA
nueaoHedpuT, MuUKpoauTthas. M3 aHamHesa: peGeHOK
ot 4-it 6epemenHoctr (1, 2-9 — MEIMIIMHCKUI abopT,
3-g — 3aMepliasi 6epeMeHHOCTb Ha 7—8-11 Henese), mpo-
TeKaBIIel ¢ aHeMUel Ha BCeM TPOTSDKEHUU, ¢ YTPOo30ii

Ocmarnos U.M. u coagm. TlepBrudHble TYOYJIONATHH

npepbiBaHus B | TpuMmecTpe, ¢ HEPONTO30M, XpOHUYE-
cKUM TiiesoHedpuToM, MukposuTuaszom B I Tpume-
ctpe. B cBA3M ¢ yeM KeHIMHa MpWHUMaja JA10(hacToH,
yTpOXKecTaH, THHENpaJl, BepanaMuJi, TpernapaThbl XKeJie3a,
MmarHe B, kaHedpoH. Posibl iepBble, B CpoK Ha 38-i He-
Jiesie, caMocTosITeTbHbIe. Macca Tipu poxkaeHun 3639 T,
naviHa 51 cM, peOeHOK 3aKpuyall cpasy, olleHKa o IKa-
nie Arirap 8/9 6. IpynHoe BckapMMBaHME 10 2 HEJl KU3-
HU, 3aTeM KopmieHMe cMechio HyTtpuiioH komdopr.
C poxaeHusI TIIOXO eJI, TTprubaBKa B Macce 3a TepBLIi
mecan xu3Hn 100 . B Bo3pacTe 1 Mec B 00111eM aHaIM-
3¢ MOUM BBISIBJICHA JeiKouuTypust 10 80 B MoJie 3peHMs,
no maHHBIM Y3 modek — TMHMeodKTa3us CIIpaBa, IoBe-
HWJIbHAS JOJbYATOCTh C 00EUX CTOPOH, TUTIEPIXOTEHHBIE
nmupamMuabl. Tocnutanu3nupoBaH B MOpPO30BCKYIO JIET-
CcKyto Topojickyto 6oabHuIy (¢ 13.11.13 . mo 04.12.13 1),
rae HaOMogancs ¢ IUarHo30M: MHMEKIIUS MOYEBON CH-
CTEMBI; aHOMaJIsSI OPraHOB MOYEBOI CUCTEMBI; ABYCTO-
POHHSIST TIUEIOKTA3UST; CUHIPOM TUIIEPIXOTEHHBIX M-
paMuI; TUTTIOKCUYeCK-nuIeMudeckoe rmopaxenue LHHC;
CHHJIPOM BETeTaTUBHON TUCGHYHKIIMN; HETOCTATOYHOCTh
MUTaHUS 2-1 CTETICHU.

ITpu aHaM3e BBIMUCKU U3 UCTOPUM OOJIE3HU: HE -
XOpaauj, B aHaln3e KPOBM OTMEYasics JIEMKOLIMTO3
17,6—23,4-10°/n (mipu BBITMCKE W3 CTallMOHapa Jeii-
kouutsl  13,3-10°/m), Ttpomboumto3 504—757-10°/m,
aHemust (remornobuH 109 r/m). B OuoxumMuyeckom
aHanuze kpoBu Kanmuii 3,9—3,3 mmonb/n (Hopma 4,0—
5,5 MMoJb/7); Kanbluuii obwmumii 2,79 mmonb/n (HopMa
2,1-2,6 MMOJIb/JT); MOHU3UPOBAHHBIM — 1,48 MMOJb/IT
(Hopma 0,9—1,15 mmonb/m). B ananusze mouu: pH 6,5—
7,0, neitkouutsl 50—80 (rpm BbIMMcKke 10—15) B mose
3peHNsI, SPUTPOLUTHI 5—6. B mocese mouu poct E.coli
10°/ Mu1, B TIOBTOPHOM aHajmM3e — pocra HeT. Mccieno-
Banne KOC He npoBoausiock. [Momyyun nHdy3noHHy10
(5% rmoxo30if M (pusnmosornueckKuM pactBopom) Nel0,
BHEPTOTPOINHYI0 (3JIbKap), aHTUOAKTepUAIbHYIO Tepa-
Mo eTPUaKCOHOM, 3aTeM (yparuHoM (Ha aMUKaIluH
OTMEYaJIMCh pBOTa M 3aTpyIHEHHOEe AbixaHue). B cBs-
31 ¢ TUTIOTpOMUE OCYIIeCTBIeHa KOPPEKLINS MUTaHUS
(BBemeHa crelMaIn3upoBaHHasT cMech WMHbaHTpUHI
100—200 M B cyTku). BeinucaH B yaOBIETBOPUTEILHOM
coctosgsHn. Co cJI0OB MaTepu peOeHOK TTOCiIe BBITUCKHA
u3 cranoHapa (¢ 04.12.13 ) crtan BSJIBIM, COHJIUBBIM,
ioxo cocaj, 7.12 mocie Kaxjaoro KOpMJIGHUsI oTMeva-
JlJach pBOTA, TIOBBICHJIACH TeMIIepaTypa, MOSIBUJICS CyXOit
Kalie b, MalHOM CKOpOi METUIIMHCKOM MTOMOIIN TOC-
nutanusuposaH B JII'Kb um. 3.A. Bamnsesoii ¢ nuarHo-
3oM: OPBU? Kuieunass nHdexiiuss HeycTaHOBJIEHHO
arnonornu? UadeKs MoueBoit CUCTEMBI.

Ilpu nocryruienun: wmacca 3580 1, Temmeparypa
38,7°C, B co3HaHuU, Bsiblii. KoXXHBIE TTOKPOBBI OJien-
Hble, C MpPaMOPHBIM PHMCYHKOM, CYXU€, 3JIACTUYHOCTh
cHKeHa. [TomkoxkHast XKMpoBasi KJeTdyaTKa BbIpaxkeHa
c1abo, Typrop TKaHeil W MBIIIEUHBIH TOHYC CHVKEHBI.
OrekoB HeT. bosbioit pogHU4YoK 1X2 c¢M, HEMHOTO 3a-
maBimii. Karienb cyxoil, HeOOMIbHBIE CIM3UCTHIC BBI-
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IeJIeHUsI M3 HOCOBBIX xomoB. YacTtora gpixanus 40 B Mu-
HYTY, OIbIIIKa. B Jerkmx ObIXxaHWe TPOBOIUTCS BO BCE
OTJE/bI, XPHUITbI TPOBOAHBIE. [PaHUIIBI OTHOCUTE/b-
HOI CepleyHoil TynmocTh He paciiMpeHbl. TOHBI cepaua
npurnyimeHsl, YCC 129 B MuHyTy, apTepuajbHOE /IaB-
neHue 88/41 MM pr.cT. ZKMBOT MSTKWIA, Clierka B3MIyT,
JIIOCTyIIeH TDJIyOOKOWM Tajblialuu, 0e300J1e3HeHHbIN.
Ileyenn +1,5 cM m3-mom Kpast peOepHOI IyTHU IO Cpel-
HEKJTIOUMYHOM JIMHUM, Celle3eHKa He TMalbIIupyeTcs.
IMoukn mambnUpyroTCS ¢ ABYX CTOpOH. Moua To ype-
TpaJIbHOMY KaTeTepy — MyTHasl. B aHam3e KpoBu: remMo-
rmooun 102 t/n, neiikorutsl 18,1-10° / 1, HelTpohUIbI
60%, Tpomboruter 640-10° / 1. KOC: pH 7,28; BE —13.8;
kamuit 1,9 mmonb/n (Hopma 3,8—5,5 MMoJb/1T); XJI0Op
117 mmonb/a (Hopma 90—110 MMoJb/J); KalbLIMI UOHU-
3upoBaHHbI — 1,88 MMonb/n (Hopmal,13-1,32 mmonb/i).

Ilo pesyabrataMm oOCMOTpa COCTOSIHME OIIEHEHO
KaK OYeHb TSIKEJIOe 3a CUET BOAHO-DJIEKTPOJUTHBIX, Me-
TabOJMIECKUX HAPYIIEeHUI U WHTOKCUKALIMKU y pebeHKa
¢ OPBU, nmenonepputoM Ha (HOHE TUITOKCUICCKU-
nimemuyeckoro rmopaxenust HHC. C 7.12 mo 16.12 maib-
YUK HaXOAWJICS B OTIAEICHUN peaHUMallM U WHTEHCUB-
Hoii Tepanuu (OPUT).

PesynbTaTtbhl 00CcneposaHus

Pentrenorpacdus rpynHoii kiaetku ot 07.12: nHGUIb-
TpaTUBHBIX TeHel HeT. KopHu manoctpykrypHbl. Cep-
e B HopMme. CuHychl ¢cBOOOaHBI. KOoHTYphI nuadparmbl
yetkre. Y3U OprolrHo# MoJa0CcTu U rmovek ot 8.12: yme-
peHHasl reraToMerajusi. YBeJWueHUe pa3sMepoB IOYEK
(mpaBast — 57 x 32 x30 mm, neBasg — 65 x 31 x 19 MMm.
CUHIpOM TUMEPIXOTeHHBIX MUPaMUIOK Tovek. Jud-
(y3HBIe UM3MEHEHUSI CTEHOK 4YallleYHO-JIOXaHOYHOM
cuctembl. JIBycTopoHHsIT TiMenoskrTasust (9—10 mm).

KJINMHUYECKUE CJTYHAU

B moceBe Moum poct Enterococcus faecium 1:-10° M, 1To-
CeB KpOBM cTepwibHBIN. B anammsax moun pH 7,0-7,5,
oenoxk 0,2 /1, neitkouutsl 30—33 B moje 3peHus. Y3U
MPUBPATHUKA: JAHHBIX O HAJIUYMU MMHJIOPOCTEHO3a HET.
B cBgI3u co CHUIXKEHHMEM YpPOBHSI reMorioouHa mo 69
I/7 Ha 3-% JeHb TOCTIUTANIM3alMKU JABAXKIbl TeperBa-
Jlach apuUTponMTHasE Macca. [TokazaTteau Koaryiaorpam-
MBI B Tpejiesiax HOPMBI. SIBHBIX KpPOBOTEUEHMII, 04aro-
BOIf HEBPOJOTMYECKOW CUMITOMATUKNA HE OTMEYajocCh,
MpU HepocoHOTpahWM BBISIBJIEHbI OYaroBble MU3MeHe-
HUST B TIEPUBEHTPUKYJISIPHBIX OTAENaX clieBa (Memus?
KpoBou3ussHUs?) Ha (poHe o01IenndGy3HBIX TUTTOKCHU-
YeCKU-UIIEMUYECKNX HapyIIeHWIl, 3aTpyqHEHWEe Be-
HO3HOTO OTTOKA MO CTEHKE BHYTPEHHUX MO3TOBBIX BEH.
ITpu xommblotepHoii Tomorpacduu (KT) rosmoBHOTo Mmo3-
ra — KPOBOUBIIUSIHUS B COCYIUCThIE CTUIETEHUSI OOKOBBIX
JKEJTYIOYKOB, 0OBEMHBIX BHYTPUUYEPETTHBIX KPOBOU3IHSI-
Huit HeT. KOHCY/IBTUPOBAH HEMPOXUPYPTrOM: OIEepaTHB-
HOe BMEIIATeIbCTBO He IMTOKA3aHo.

PebeHok KopMmiics 4yepe3 30HI cMecbio HyTpuion
KOMDOPT ¥ YaCTUYHO OBIT Ha MapeHTepabHOM MUTaAHUU
(cmodmurnn 20%, amuHOBeH 15%) ¢ TTOCTENIEHHBIM Te-
PEBOIOM Ha MOJIHOE BHTEpaibHOE uTaHue 1o 80 M 7—8
pa3 Kk 9-my nmHIo rocrmTanu3anuu. [lomygan: mH)Y3M-
OHHYIO Tepanuio — TmoKo3a 5%, KCI 4% no 4 MMOJIb/KT
B cyTku, MgSO, 25% 0,5 mn/cyT, cona 4% 1o noxasaHusiM
(mpu pH < 7,25); anTrbaxkrepragbHyIO Tepamnuo (Makcu-
nuM 1o 110 mr 3 pasza B neHb ¢ 07.12.13 . mo 12.12.13 .,
Meponewm 70 mr 3 pazaBaeHbc 13.12.13 . mo 23.12.13 1,
3uBoKC 40 mr 3 pasa B fieHb ¢ 12.12.13 & mo 27.12.13 );
Hudmokan 40 Mr onuH pa3 B IeHb, BUGEPOH, MYKOJIM-
TUKU, YBIaXKHEHHBIN Kuciopon. Ha done neueHus Obina
JOCTUTHYTA TOJOXUTEIbHAS TMHAMUKA: TIepecTal JINXO-
pamuTh K 5-My JHIO TOCITUTAINU3ALUK, OblJla KyImipoBa-

TS 0
27 fps

G8

Pucynok. YastpacoHorpadus noyek. CUHAPOM IHNEPIXOTeHHbIX «OeJbIX MHpaMuI» — He(pPOKAIbIMHO3

MO3roBoro cJjios no4ek.

Figure. Tmage. Kidney ultrasonography.Hyperechoic "white" pyramid syndrome — brain layer of a kid-

ney's nephrocalcinosis.
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Ha pBOTa W CPBITMBAHUS, TOJUYPUsT YMeHbIIMIach ¢ 10
nmo 5,5 mi/kr/4. B macce mpu6asun 260 . CoxpaHsuics
TUTIEPXJIOPEMUIECKUIT KOMITEHCUPOBAHHBIN MeTabO0 -
YeCKUI alluIo3 M CTOMKas TMIepKaablueMust (TIpv OT-
CYTCTBUU TUTIEPKATbLIUYPUH). [UTTOKATMEeMUsT KOPPUTH-
poBajiach Ha (poHEe TOCTOSTHHOM MH(PY3MOHHOI Teparnuu.

ITpu nosropHoM Y3UM mouek (CM. PUCYHOK): CHUH-
IpoM «OeJbIX» mupamMull (HepoKaJbIIMHO3 MO3TOBOTO
CJI0$1 TI0Y€K), NBYCTOPOHHSISI MUEN03KTa3us (7—8 Mm).
B cBs3M ¢ BBIpakeHHOW M CTOWKOWM THIEPKaIblIMeMU-
el (MakcuMasibHO — 3,42 MMOJIb/JI) OTpenessiicss ypo-
BeHb MeTab0IMTOB BUTaMrHa D (Hopma), mapaTropmMoHa
(<3 mir/ma mipu HopMme 11—67 nir/mMin), ypoBeHb (pocho-
pa B KpOBM W MoOUe He WCCIEAOBAH IO TeXHUYECKUM
npuuuHaMm. Y3W [MUTOBUAHOW 3Keje3bl MaTOJIOTUHU
HEe BBISBUJIO. YUUTHIBasl XapaKTep U CTOMKOCTb MeTabo-
JINYECKUX W BJICKTPOJUTHBIX HApYIIEHWH, TTPOSBICHUS
HedpokanbliMHO3a 1o JaHHbIM Y3, ObUIo cienaHo 3a-
KJTIOUEHME O TeUeHUU nueoHedprTa Ha (poHe BPOXKIEH-
Hoit Tyoymomnatum. C 16.12 (9-#1 1eHb TOCTIUTATA3AIINN )
peOeHOK TMepeBefeH Ul AalibHeilliero o0caen0BaHUs
U JIeYeHUs B OTAe/IeHre HePOJIOTUU, TIe MPOI0JIKATIACh
nH@y3MoHHas (C KOppeKIuei MeTaboIMYeCKUX 1 3JIeK-
TPOJIUTHBIX HApYUICHUI), aHTUOaKTepuaiabHas, TIPO-
TUBOBUPYCHAsl Tepamnusi, TOIKIIOUEHBl TMPOOUOTHKH
(oududopm 6e6u) u mumedocdoH. KoHcynsrupoBaH
OKYJIMCTOM, 3HIOKPHUHOJIOTOM, OTOJIAPUHTOJIOTOM — Ta-
TOJIOTMIU HE BBISIBIIEHO.

IMposeaeno Y3U cepaua: oTKpBITHIN apTepUaTbHbIi
npotok (2,7 MM) co cOpocOM KpOBM cCjieBa HallpaBo.
OTKpbITOE OBajibHOE OKHO (1,8 MM) co cOpocoM KpoBu
cjeBa HampaBo. Pasmepbl mosiocTeil cepalia B mpeaenax
BO3PACTHOI HOPMBI. BEITIOT B TTOJIOCTH TTepyKapaa B He-
OOJIBIIIOM KOJIMYECTBE (3a TMepeHeO0KOBBIMI CTEHKAMU
3,6 MM, B obmactu Bepxymku 4 mm). CeTb Xuapu B TIO-
JIOCTH TIpaBoro xefynouka. [lokazaTenu cucronnyeckoi
(bYHKILIMU JIEBOTO XeTyI0UKa B Mpeesiax HOPMBbI.

C 20.12. (13-i1 geHb rocnUTAIU3ALMU) COCTOSIHUE
MaJbuliKa BHOBB CTaJlO MOCTETMIEHHO YXYAIIAThCs: Hapa-
cTaja BSJIOCTh, OBICTPO MCTOIIAJCSI, OMHOKPATHO OTMe-
yajiach pBOTa, 3aTeM CPBITUBAHUS, TIEPUOAMYECKH Oec-
noxkowics. [IpoBeneHa cMeHa utaHust — cMech Xurm [TA
mo 60—65 mn 8 pa3s. 22.12 moBBICWJIACh TeMIlepaTypa
no 38,1°C, ¢ 24.12 cTyn cran pa3XWXeHHBIM C Hemepe-
BapeHHbIMU KoMoukamu. [To nanHeiM KOC — BHOBB fe-
KOMITEHCUPOBaHHbI MeTaboanyeckuit auuno3 (pH 7,25,
HCO, 11,1 mmons/1, BE=12,5), xyiop 118 Mmoiib/i, Ka-
it 4,1 mMonb/n. B aHanuze KpoBM BOCIATUTEIbHBIX
M3MEHEHUI HET, B aHaJlM3e MOYM COXpaHsUIaCh JIeMKO-
mutypust 1o 30 B mosie 3peHusi. [1py Komposiornyeckom
HCCIeI0OBaHUY BBISIBJIEHa cTeaTopes 1-ro M 2-TO THUIIOB
(+++), yBeamueHo coaepxkanue yrieBomoB (0,75%).
Ilpu uccnenoBaHMM Kajla Ha YCJIOBHOMATOT€HHYIO (hJio-
py BeIeneHbl Escherichia coli 1-10°, Klebsiella pneumonia
1-10°, Enterococcus sp 1-108, Citrobacter freundii 1-108. TIpo-
BeJieHa KOPPEKIIMsI ITUTaHUS: yepenoBaiu cmech Xumi [A
¢ OesnakTo3HOl cMechio Semilak izomil (1:1), a ¢ 27.12

Ocmarnos U.M. u coagm. TlepBrudHble TYOYJIONATHH

peGeHOK BHOBB TlepeBelleH Ha YacTUYHOE TapeHTepalib-
Hoe riutanue (1o 60% ot cyrouHoro oobema), ¢ 30.12 sH-
TepaJibHO CTaJl ToJlydaTh cMech HyTpUIIOH MenTH racTpo
(B CBSI3U ¢ MACCHUBHOI CcTeaTopeeii) B COUSTAHUM C YaCTUY-
HBIM MapeHTepalTbHBIM MUTAHWEM. BBUIM OTMEHEHBI aH-
TUOMOTUKY M TIPOTUBOTPHOKOBBIN Tiperapar. HazHaueHbI
nankpearnueckue dpepmeHTsl 2000 mr/kr (kpeoH). C aH-
TUOAKTepUATbHON 11eJbl0 — (yparuH 7 MI/KT B CYTKH.
IMponmomkanack WHOY3MOHHAS Teparusl ¢ KOppeKUuei
almao3a, T’MMOKATMeMIH, TIOAKITIOYeHa KOKapOOKCcMIasa.

HecMmoTpst Ha TpoBOAMMYIO Tepanuio, pebeHOK Mpo-
JOJDKAJI TEPSATh B Macce, CPBITMBAJ, He yIaBaJoCh JO-
OUTbCS KOppeKIMU auumos3a Oojiee yeM Ha 24—48 u,
B CBSI3U ¢ yeM BHOBB ObuI mepeBeneH B OPUT, roe Ha-
xonmicst ¢ 30.12 mo 10.01. Ilpu KOHTPOJBHBIX MCCIIEI0-
BaHUSX: peHTreHOrpadusi TPyIHON KIETKU — WH(MUIb-
TPaTMBHBIX M OYaroBbIX TeHel HeT; Y3U OpromrHoit
MOJIOCTU — TIeYeHb, CeJIe3eHKa, MOKETyI0uHas Kee3a
He u3MeHeHbl, Y3U mouek — sxonpusHaku HepoKaib-
nuHo3a, npu LK obexHeHue KpoBOTOKA ¢ 00eUX CTO-
POH, paclIMpeHusi coOMpareSbHBIX cucteM HeT. Y3U
cepalia — TOJOXUTETbHASA OWHAMUKA: OTKPBITHINA ap-
TepuabHbIN MpoToK (1,3 MM) co cOpocoM KpOBM clieBa
HampaBo. OTKpbITOe oBasibHOE OKHO (1,6 MM) co cOpo-
COM KpOBM cJieBa HampaBo. Pa3Mepsl TosiocTeit cepaia
B TIpeieiax Bo3pacTHO HOpMEL. [lomepeynnie TpabeKy-
JIBI B MOJIOCTH JIEBOTO kenyaouka. CeTb Xuapu B IOJIO-
cTU TipaBoro npexacepaust. [TokazaTean CUCTOTMIECKOM
(YHKIIMY JIEBOTO KeJTyaouKa B TIpeeaXx HOpMbl. BEITIOT
B TTOJIOCTY TIepuKapaa He OTpeaeIsieTCs.

Ha ¢one neyeHrst mpeKpaTWINCh CPBITUBAHUS, CTaJl
MpUOAaBISATH B Macce, YIYYLIUJICS XapaKTep CTyJia, ObLT
nepeBeeH Ha ImojaHoe sHTepanbHoe nutanue. C 4.01.14
qmxopanka a0 39°C, cran OecroKOiHBbIM, OTMedaiach
BbIpaXKeHHass MPaMOPHOCTh KOXHBIX TTOKPOBOB. B 06-
JJACTU  YCTAaHOBKM TIOAKJTIOYMYHOTO KaTeTepa cjeBa
OoTMeYajiach TUIIepeMHUsl KOXM M OTeYyHOCTh. Karertep
YIQJI€H, YCTAaHOBJIEH IIEHTPAJIbHBIA BEHO3HBIM KaTe-
tep (LIBK) cripaBa. B aHanuse KpoBu BoCTaluTEIbHbBIC
W3MeHeHUs B BuIe Jeiikonuro3a (29,1-10° /1) HeirTpo-
dwrpHOTO XapakTepa (78%) co cIBUTOM BJIEBO (ITAJ0Y-
KosimepHble HelTpoduisl 15%). YpoBeHb MTPOKATBIIUTO-
HuHa 52,8 kr/mi (Hopma g0 0,5 Hr/mi). B ananuze Mmouu:
pH 8,0, 6enok 0,4 r/n, nefikountsl 10-12. B mocese kpo-
BU U3 YIaJICHHOTO KaTeTepa — pocT Stenotrophomonas (X.)
maltophilia. Hauata aHTHOMOTHKOTEparusi: JeBogaoKca-
muH 110 50 MT pasa B IeHb 1 BaHKOMUILIMH 110 50 MT 4 pa3a
B JIeHb, UMMYHOTJI00yIMH No3. B cBsI3u ¢ KynmupoBaHUEM
BocnanureabHoro mpoiecca ¢ 10.01.14 peGeHOK BHOBb
nepeBeieH B OTaeeHue HEDPOIOTUM.

C aroro nepuona pebeHOK HAXOAWIICS Ha dHTepalb-
HOM MUTAHWU, He CPHITUBAJ, TPUOABJIST B Macce, CTall
akTuBHee. KynmupoBaHbl BOCTIAIUTEIbHBIE U3MEHEHUS
B aHaJM3e KPOBH, IMOCEBbI KpoBU 1 Mouu oT 15.01.14 —
CTEePWIbHBI, B KPOBU MOBBIIIEHB aKTUBHOCTD IIIEJTOUHOM
¢ocdartassl (B 2 pa3a) u ypoBeHb xyiopa (119 Mmmonb/n
npu HopMme 90—110 MMoub/JT); OcTajbHbBIE IMOKa3aTeau
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(ob1mit 6eJIoK, TpaHCaMUHA3bI, JIAKTATACTUIpOreHasa,
OuIMpyOUH, XOJIeCTepUH, TJIFOKO3a, MOUYeBUHA, KpeaTh-
HWH, XeJle30, HaTpuii) B npeaesiax HopMbl. ComepskaHue
KaJqus ¥ KaJblMs HOPMaJIU30BaJioch Ha (hOHE MOCTO-
SIHHO# Koppurupytoieit tepanuu. CoxpaHsuicsl MeTa-
oonmyeckuit auunos (pH 7,25—7,37; ABE — 4,9—13,8),
YTO TEPUOAMYECKH TpeboBamo MHOY3uit 4% combl.
B ananu3ax moun pH 7,0—8,0, neiikonutypust He Gojiee
10—20 B m10JIE 3peHMSI.

Takum 06pa3oM, Ha OCHOBAHWM KJIMHUKO-aHaAMHe-
CTMYECKUX U JTa0OPaTOPHBIX JAHHBIX Y IBYXMECSIIHOTO
pebeHKa ¢ OTSATOIIEHHOM HACIeACTBEHHOCThIO TI0 MO-
YyeKaMeHHOM 0O0JIe3HU, OT MaTOJOTUYECKHU TMPOTEeKaB-
el 6epeMeHHOCTH, C TSIKeJIbIM HapylleHUeM Hy-
TPUTUBHOTO CTaTyca, CTpaAalollero MHUeIOHe(PPUTOM
C MECSYHOTO BO3pacTa, BBISIBIEH BBIPaXKEHHBIN CTOM-
KM TUTIEPXJIOPEMUYECKUN MeTaOOJMIYECKUN alumao3,
TUTTOKATUEMUsI, TUIePKaIbIIMeMUsT; TMOCTOSTHHO IIie-
JIOYHAsT peaklus MOYM, B TOM YUCIE TIPU JEKOMITEH-
caummn anunosa (pH <7,25, HCO, 11 mmonb/n); or-
CYTCTBHE TJIIOKO3YpUM, aMUHOAUaypuu (obcienoBaH
Ha 32 aMUHOKMUCJIOTHI), BbIPaXXeHHBI HehpoKaabIIn-
HO3 110 JaHHBIM Y3U, OblI mocTaBiaeH KIMHUYECKUN
JIMArHO3: JAUCTAJbHbIA PEHAJbHbIA TYOYIAPHBIA anuI03
(1 Tuma). Bropnynblii muenonedpur Ha (oHe TyOyIOmA-
THH, PeHUIUBHDPYIOIEe TeyeHue. [MmoKcuyecKn-umemu-
YecKoe MmopaxeHue rojJoBHOro Mmosra. HemocrtarounocTs
nuTanus 2-ii crenedd. OTKPBITHIA apTepuabHbIA NMPO-
ToK. OTKpBITOE OBAJIbHOE OKHO. PeKOMeHI0BaHO MOJIe-
KYJSpHO-TeHETHYECKOE MCCIIeIOBaHME.

C 1ebpio CTabMILHON KOPPEKINM alnao3a U 2JieK-
TponuTHBIX HapyieHuii ¢ 20.01.14. pebeHKy ObLT Ha3Ha-
YeH TIpernapar KaJuHOp — CMecCh IUTpata M KapboHaTa
KaJust ¥ IMMOHHOM KucioTh (1,56/2,5 1) mo 1 TabneTke
B 50—100 Mn Boabl 1poOHO B TeueHue cyTtok. Ha ¢one
JIeYeHUs] KaJIMHOPOM JOCTMTHYTA CTOMKas HOpMalli-
sauma KOC: pH 7,35-7,42, HCO,-22,2 mmonb/1,
HBE -2, K* — 4,5 mMmonp/n, Ca™ — 1,25 mMonb/1,
Cl-— 108 mmonb/n. C 22.01.14. npexkpaiieHa UHQY3MOH-
Has Teparnusi, TOAKIIOUNYHBIN KaTeTep yaaneH. CocTos-
HHUe pedbeHKa ctabmibHoe. Kopmitenne: mo 110—120 Mo
6—7 pa3 B cyTku HyTpuiioH TienTH ractpo, cMech Tepe-
HoOCHT XopoIio. Macca 4742 r (+1162 r 3a 48 nHeit), mmu-
Ha 60 cM, OKPY>KHOCTB TOJIOBHI 37 CM, OKPY>KHOCTb TPYIU
34 cM. B cBsI3u c kemaHueM MaTtepu TpOBECTH JalibHEl -
1ree jedyeHue 3a pyoexkom 24.01.14 r. pebeHOK B BO3pacTte
3,5 Mec ObUI BBIITKCAH C peKOMEHIALMSIMU TTPOIOJIKUTE
npueM KannHopa (roa koHtposiem HCC u KOC), anbka-
pa, 2% xcunudoHa, pypamara, oucdrdopma 6eom.

Ilpu oGcnenoBanuu B IepmaHuM OBIT TIOATBEp-
KIeH JUArHo3 TMepBUYHOTO ayTOCOMHO-IOMUHAHT-
HOTO IMCTAJIbHOTO PEHAJIbHOTO TYOYJISIPHOTO alliao3a
(I-ro tuna). [lpu MOJEKyISIPHO-TEHETUYECKOM O0CIe-
IIOBaHUU BbIsiBJIeHa myTaius reHa SLC4A1 (xpomocoma
17q21-22), obycrioBnuBarolilasi HapyleHue CTPYKTYpPbl
XJIOPUIHO-OMKapOOHATHOTO TpaHcIlopTepa Oa3oJjarte-
padbHOM MeMOpaHBl KOPTMKAJIBHBIX COOMpaTEebHBIX

KJINMHUYECKUE CJTYHAU

Tpybouek (anion exchager 1). PekomenaoBaHo npoaoJi-
XKUTh Ha3HAYCHHYIO TepaItnio.

KnuHuyeckuin npumep 3

Manbuuk C., Bo3pacT 4 Mec XM3HM (IaTa poxie-
Hust 20.10.2016 1), Haxomwics B He(pPOJOTUIECKOM
otnenenun AI'KDB nm. 3.A. bamsgesoit ¢ 19.03.2017 .
mo 22.03.2017 .

HacneactBeHHOCTb TI0  SHIOKPWHHOW TATOJOTUH
He oTsromeHa. Crapmmii pedeHoK 3mopoB. M3 anamHe-
3a: peOEHOK OT TpeThell 0epeMEeHHOCTH, TMpOTeKaBIIe
¢ rmokosypueii B 111 TpuMecTpe, BTOPBIX CaMOCTOSTEb-
HBIX pomoB Ha 39-i1 Hemene rectanmu. Macca mpu po-
xaeanu 3400 1, nmmHa 53 cM, 3aKpudai cpasy, OlieHKa
no mkane Anrap 8/9 6amioB. Ha rpynHoM BcKapmiim-
Banuu. [leproguveckn HaOIIOMAETCS pPa3KUKEHHBIN
CTYyJ, ¢ KOMOYKAMU 3eJIeHU, YaCTOTON 5—7 pa3 B CYTKH.
IMepen rocnuTanM3alyeil MPOBOIMIOCH UCCIIEIOBAHNE
KaJla 1 0OHapy>kKeHO MOBBIIIIEHHOE COAePXKaHUE YITIEBOIOB.
Y4acTKOBBIM TMEeIMATPOM pEeKOMEHIOBaHa (hepMEeHTOTEpa-
nust (1akTaza 6e0u), JedyeHre He HauaTo. MH(beKIIMOHHbI-
MM 3a00jieBaHUSIMM He Ooses1. TeMIibl HEepBHO-TICUXMYE-
CKOTO ¥ (hM3MUYECKOTO Pa3BUTHSI COOTBETCTBOBAIN BO3PACTY.
IMosnyyaer ButamuH D, (Buranton) ¢ 1 Mec xusHu 1o 1 Kar-
Jie, ¢ 2 MeC XKU3HU B CBSI3U C IMAaTHOCTUPOBAHUEM PaxuTa —
1o 6 Karrers (4000 ME) exenHeBHO.

B Bo3pacte 3 mec BrepBbIe cAeiaH aHaJIM3 MOYH,
BBISIBJIEHA TJIIOKO3YpUsl 55 MMOJb/J, COXpaHstoliasi-
csl TIpU TIOBTOPHBIX McCCaeaoBaHUSIX (28—55 MMoOb/i).
B KpoBU ypoBeHb TIIOKO3bI U TJIUKHPOBAHHOTO TEeMO-
miobuHa B HopMe. Ilo manHbpiM Y3U modek maTonoruu
He BBISIBIEHO. B Macce He TepsieT, TipmbaBKa J0OCTa-
TouHast. [oCTIUTAIM3UPOBaH IJIsSI YTOYHEHMS AMarHo3a
W OTIpeJicICHUS TaJIbHEeUIIIe il TAKTUKY BeJCHMUS.

ITpu ocMoTpe B OTHEEHUN: PeOEHOK aKTUBHBIN, TYJTUT,
yabIOaeTCsl, coceT akKTMBHO. HepBHO-TICMXUYecKoe pa3BU-
THE COOTBETCTBYeT Bo3pacTy. Macca 7,4 Kr, minHa 66 cMm.
KoskHble MOKpOBBI OJIeMHO-PO30BbIE, YKCThie. He3Haum-
TeJTbHAsT MBIIIIeYHast TUCTOHUS (TIPe06IIafacT TOHYC MBITIIIT
crpaBa). lojmoBa HenpaBUIbHON (HOPMBI (CKOIIEHHOCTh
3aThIIKa CIpaBa), KOCTH Yeperia TUIOTHBIE, OOJIBIION po/I-
HuuoK 1,5 x 1 cm. [dedopmaiuii KOHEUYHOCTEH, TPYIHOM
KJIETKU, «PaxXUTUUECKUX YEeTOK» HeT. B Jerkux mpIxaHue
My3puibHOE, XpUIoB HeT. Yucno apixaHuit 34 B MHUHY-
1y. ToHsI cepntia sichbie, putMuuHbie, YCC 128 B MUHYTY.
KuBoT MArkuii, gocTyneH rIyoboKoW najibhnanuu, 6e300-
ne3HeHHbIA. [leyeHb +2 cM u3-moma Kpasi pebepHOit TyTH,
cene3eHKa He yBeqmdeHa. CTys KaluieoopasHbIii, KeJITo-
ro 1BeTta. MoueucmnyckaHue cBobomaHoe, 6e3001e3HEHHOE.
HapyxHbIe To10BbIe OpraHbl ¢(POPMHUPOBAHBI TTPABUITLHO.
TTposiBIeHMIA TIOMYPUU U TIOTUICTICUM HET.

Ipu obGcrenoBaHWM: B aHAIM3e KPOBU O€3 TMaToJIO-
ruu. B OMOXMMHUYECKOM aHajiu3e KPOBW ITOBBILICHHE
AKTUBHOCTU aclapTaTaMWHOBOW TpaHCaMWHAa3bl 10 63
En/n (npu Hopme mo 40 En/m), ypoBHSI XojiecTepuHa
110 6,4 MmO/ (HOpMa 3,5—6,2 MMOJTb/JT), OOILETO KaTh-
st 1o 2,66 Mmmoutb/it (HopMma 2,1—2,6 MMoib/m). OcTaib-
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HbIE TIOKa3aTejaud, B TOM 4ucie rioko3a (5,4 MMoJb/T),
B TIpefesiax HOPMBI, 3a WCKIIOYeHWEM WOHU3UPOBaH-
HOTO KaJbliUsl — He3HauuTesbHoe ToBbieHue (1,30—
1,32 mmonb/n nipu Hopme 1,1—1.3 mmonb/n). [nnke-
Mudeckuii mpodunas 6e3 maronorun. [Nokazarenu KOC
(B TeueHue 3 IHEN) B Mpeaenax HOpMbl. YPOBEHb Mapar-
rOpMOHa B Tpeaeiax HopMmbl. B ananuse mouun: pH 6,0,
ynenabHblii Bec 1010, Genka HeT, roko3a 30 MMOb/JI,
JiekouuThl 1—2, apuTpoiuThl udmMeHeHHbie 0—1. B 6uo-
XUMWYECKOM aHaJn3e MOYM KaJbLIMypUU He BHISBIIC-
HO. AHaJIN3 MOYM Ha f,-MUKPOTJIOOYITMH HOPMAJbHBIH.
ITpu Y3U OproirHo# MOJIOCTA BBISIBIEHA AedopMalivst
JKEJTYHOTO TTy3bIpsl (KproukooOpasHas (opma, meperuo
B Tejie ¢ (hOPMUPOBAHUEM HETIOJIHON LMPKYJISIPHOM Te-
PEropoJIKM); METeOpu3M; MeveHb, cese3eHKa, MOIKeTy-
noyHas xeye3a He uaMmeHeHsl. [1pu Y3U nouek ¢ LK
natojoruu He oOHapyxeHo. KoHcynsrupoBaH od-
TaJbMOJIOTOM: OYaroBbIX M3MEHEHUWI, KPOBOM3IUSHUIA
Ha Tia3HOM gHe HeT. KOHCYNBTUpOBaH 3HIOKPUHOJIO-
TOM: TaHHBIX O HapYIIeHUH YTJIeBOIHOTO OOMEHA HET.

Ha ocHOBaHUM KIMHUKO-aHAMHECTUYECKUX JaHHBIX
U pe3yibTaToB TPOBEAEHHOTO 00C/Ien0BaHUs ObLT TO-
CTaBJICH JMATHO3: U30JIMPOBAHHAS MOYEYHAS LIIOKO3YpHS;
nedopManus KeTIHOro My3bIps; TPAH3UTOPHAS JIAKTAZHASA
HEJI0CTATOYHOCTb.

PeGenok BeImMcaH TI0A HaOMOIeHWE Tieauarpa
1 Hedposiora Mo MeCTy KUTEJTbCTBA C PEeKOMEHIAIMsI-
MM: TIPOBECTH KOPPEKIWIO MUTaHUs (TP COXpaHEHUHU
M3MEHEeHUI CTyJla IaBaTh peOeHKY B KaXkIIoe KOpMJICHHE
JlaKTasy), TIPU TUTTOTAJaKTUHU (B OTAEJEHWU TPU KOH-
TPOJTHPHOM B3BEITMBAHWM 3a CYTKU Bbicocan 600 mir, To-
cJie KOpMJIGHWI MOJIOKAa HE OCTaBajioCh) — JOKapMIJIM-
BaTh CMEChIO C MOHWXXEHHBIM COJACPKAaHUEM JIAKTO3bI);
YMEHBIIUTH 103y BUuTamuHa D, 1o 2 kanens (1000 ME)
1 3aMEHUTh Ha BOAHYIO (hopMy (aKBaJeTpUM); TIPOBECTU
HCClIeI0BaHNe YPOBHS METabOJIMTOB BUTaMMHa D B Kpo-
BU C TOCJEnyolleil KOppeKIueil ero mo3bl; XOMuTos
o 2,5 M 3 pa3a B ieHb | MeC; KOHTPOJIb aHAJIM30B MOYH
1 pa3 B mecs, OMOXMMUYECKUI aHaau3 KpoBu | pas
B 3 Mec; KOHCYJIBTallus TeHeTHKa.

00cyxaeHue

IepBblii KIIMHWUYECKUI TIPUMED JTEMOHCTPUPYET pel-
KOe HaCJIeICTBEHHOEe 3a0o0JieBaHUE, XapaKTepu3ylolleecst
OTCYTCTBUEM TIPOHUIIAEMOCTH COOMPATETBHBIX TPYOOUEK
JUTSI BOIBI M PE3UCTEHTHOCTBIO K JIEWCTBUIO aHTUINYPETH-
YeCKOro TOpMOHA TIPY €T0 afeKBaTHOM CeKpelny 3a CYeT
MyTtauuu reHa AVPR2, KOmMpyrolero peuernrtop K apru-
HUH-Ba3onpeccuHy [5]. YacTora mMyTauuii y Juil My>CKO-
ro nojia cocrapisieT 4 Ha 1 000 000 HaceneHus. Y Hallero
MalyeHTa 3a00JieBaHe MaHU(ECTUPOBAIIO Ha TIEPBOM TOIY
SKU3HM, YTO TIPOSIBIISLIOCH ITU30IaMU IeTHApaTaliu ¢ To-
BBIIIIEHWEM TEMITEPATYPHhI, a TIOJTUYPUS ¥ TIOJTUIUTICUST MOT-
JIM MacKUpOBAThesl (PM3UOJOTMYECKOM TOJIMYypUeit/mom-
JIaKMypuei U MOoJIUIUIICKei rpynHoro Bo3pacra. Hammuue
KaJiob pomuTesiell Ha TTOBBIIICHHYIO JKaXIy, yJallleHHBIe
MOUEHUCITYCKaHUSI W OOJIbIIOe KOJIMYECTBO BBIIEISEMON

Ocmarnos U.M. u coagm. TlepBrudHble TYOYJIONATHH

MOYU C HU3KOW OTHOCUTEBHOU TUIOTHOCTBIO CO BTOPOTO
To/la XU3HM peOeHKa TOKHBI OBUTA TIOCTYKUTh TTIOBOIOM
JUTs ©oJIee paHHETO 00CIIeIOBaHMS.

AIleKBaTHOE BOCITOJTHEHUE XUAKOCTU W TIPUEM M-
ypeTHKa B COUYETAaHUM C HECTEPOUIHBIM MPOTUBOBOCITA-
JIUTETBHBIM TIperapaToM TIO3BOJISIET KOHTPOJHMPOBATH
CTeTleHb TOJUYpPUM, U30eras meruapaTaiiy, paciiipe-
HUST MOYEBBIX TTyTell U obOecrieurBast TMMOJTHOIIEHHOE pa3-
BUTHE pebeHKa. [leficTBUE TUAPOXIOPTUA3UIA Y TaKHUX
MaIMeHTOB 00YCIOBIEHO TOBBIIIEHNEM 3KCKPEIUU Ha-
TPUSI C MOUOM, YTO BelET K CHIKEHHWIO BHYTPUCOCYIM-
cToro oobema. DTO TMOBBIIIAET peadcopOIMio HATPUs
¥ BOABI B MMPOKCUMAJIbHOM KaHaJbIle, CHUKAET BOIHYIO
Harpy3Ky Ha YyBCTBUTEJbHBIE K aHTUANYPETUYECKOMY
TOPMOHY YacTH COOMpaTesIbHBIX TpyOodeK (T.e. YMEeHb-
maercst nonuypusi). Creayer ciaenuTb 3a pa3BUTUEM
runokannemun. MHorma B coueTaHUM ¢ TUAPOXIOPTHA-
3UJIOM MOKET OBbITh MCITOJIb30BaH aMWJIOPHI C KaJWii-
cOeperatonieit 1enpto. OnHAKO HalleMy MalMeHTy Takasi
KoMOUWHaLus He Toponuia. [IpuMeHeHre MHIOMETallMHA
OCHOBAaHO Ha €ro0 WHTUOUWpYIOIeM IeHCTBUM Ha CHH-
Te3 TMPOCTATTaHAWMHOB, SBJISIONINXCS aHTAarOHUCTAMU
AHTHINYPETUIECKOTO TOpMOHA. TeM caMbIM TIpemapaT
MOBBIIIAET KOHILIEHTPALIMOHHYIO CITOCOOHOCTH TIOYEK.
Ipu mpueMe HECTEPOUTHBIX MPOTUBOBOCTIATUTEIBHBIX
npernapaToB CJIeyeT MOMHUTh O BO3MOXHOCTHU TacTpO-
WHTECTUHAIBHBIX TTOOOYHBIX 3((PEKTOB, B CBSI3U C YeM
JUTUTEJTEHOCTD Tepariyi OOBIYHO He TIPEBHIIIAET IBYX JIET.

Bropoit KTnHUYeCKWit pruMep AeMOHCTPUPYET paH-
HIOI MaHUdUCTAIIMIO BPOXIAEHHOU TyOyjornaruu, o0-
YCJIOBJIEGHHON HapylIeHWeM 3KCKpPELMU BOJOPOIHBIX
MOHOB B AVCTAILHOM oTaelie HedpoHa. [lepBrle, Hecme-
dUIEeCKe CUMIITOMBI B BUJE BSIJIOTO COCAHUSI, HEO-
CTAaTOYHOI TTPMOaBKMU B Macce, CPHITMBAHUS He paclieHU -
BaJIUCh KaK TIPOSIBJICHUSI BO3MOKHBIX METa00TMIECKUX
W DJEKTPOJUTHBIX HapyireHuit. Octaauch 6e3 BHUMa-
HUST TUTTIOKAJTMEMUS U TUTIEPKAJIbLIMEMUSI, BBISIBICHHBIE
MPU TOCTIUTATIU3AIUN TI0 TTOBOAY WHMEKINN MOYEBOM
cucTeMBbl B Bo3pacte | Mec Xu3Hu. MI3MeHeHUs TToYeK,
no maHHbIM Y3U, B BuIe TMIIEPIXOTEHHOCTH MUPAMUII,
MUEJIDKTA3UU TPAKTOBAJINCh, IMO-BUAMMOMY, KaK TPOSB-
JIEHUsI BOCTIAJIMTEILHOTO TIpoliecca Ha (poHe aHOMAaTUU
MOYEBBIIETUTETHON CUCTEMBI.

CTOMKUI TUTIEPXJIOPEeMUYECKUI allui03, COMPOBO-
XKIAIOIIMUICS BbIPA)KEHHOW TMMOKaJIMEeMMEe, MO3BOJINII
clenaTh 3aKJIIOUYEeHUE O ero MmoyevyHoM reHese. OmHako,
HECMOTPST Ha paHHIO TMATHOCTUKY TYOYJIOMaTUM B Ha-
IIeM CTallMOHape, OTMEYaINCh 3HAYUTETbHbBIE TPYTHOCTH
B JOCTMKEHUU HOPMATM3alMU METAOOTINIECKUX U DJIEK-
TPOJIUTHBIX OTKJIOHEHU . DTO OOBSICHSIIOCH YCYTyOIeHU-
eM UMEIOIINXCST pacCTpoiicTB, npucoennHeHueM OPBUA,
HanuuyueMm mnatosorun LHHC wu cepmeuHo-cocynucroit
CHCTEMBI, HEOOXOAUMOCTBIO IJTUTEIIBHOW M MacCUBHOM
AHTMOAKTepHUAJIBHOM Tepanu IO TTOBOAY MUeTOHe(pPH-
Ta W KaTeTepacCOIMUPOBAHHON WH(MEKINHU, pa3BUTHEM
BTOPUYHBIX (PYHKIMOHABHBIX HapYIIEHUM KeJTymou-
HO-KUIIegHoro tpakra. IloTpeboBannch onpeaeacHHbIE
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VYCUJTUSI TIO TOAOOPY MHUTAaHUS PeOEHKY IUTSI KOPPEKIIUH
HYTPUTHUBHOTO CTaTyCa.

Jns maeHTU@UKAIUKU AUCTAIBHOTO TTOYeYHOTO TYy-
OynsipHOro  anuao3a mposoawics auddepeHnatb-
HBII AUarHo3 ¢ cuHaApoMoM MaHKOHM (OTCYTCTBOBAIU
[JIOKO3YypUsT U aMMHOAUUAYpUs), C TPOKCUMAIbHBIM
pEHAbHBIM  TYOYJISIpHBIM ~ alliA030M  (OTCYTCTBOBAJIO
noakucieHue moun — pH<5,5 Ha done TsaKenoro me-
TabOJIMYECKOrO alKa103a co cHuxkeHneM yposHs HCO,~
MeHee 15 MMmoub/JT; Hanuuue HedpoKaiblinHo3a). Kin-
HUYECKU He BCEeTAa BO3MOXKHO ONMPENEUTh MepBUYHBINA
WV BTOPUYHBIN PeHATBHBIN TyOYISIPHBIN alluI03 UMEET
MecTo. M301MpOBaHHBII NUCTANbHbIA pPEHATbHBIA Ty-
OyJSIpHBIN alua03 BCTpevyaeTcsl kKpaiiHe penko. OH Mo-
KET OBITh CIOpAaAUYeCKUM, HACJEICTBEHHBIM (MHOTIA
COYETaeTCsl C TYrOyXOCTBbIO) WJIM Pa3BUBATHhCS BTOPUY-
HO Ha (oHe 3a00JieBaHUI, KOTOPbIE COMPOBOXIAIOTCS
HedpokanbliMHO30M. B Haiem ciyyae y pebeHKa ObLIv
HCKJIIOUEHBbl TUIEPNapaTupeo3, TUPEOTOKCUKO3, TMep-
BUYHAs TUTEPOKCATypysl, He ObUIO TOpaskKeHUsI IPYTUX
OpraHoB, peOeHOK He Toyydyasl He()POTOKCUYHBIX Tpe-
mapatoB. JJisi MenyIsspHON KUCTO3HOM 0O0JIE3HU U TyO-
yaToi MOYKM (TIpU OTCYTCTBUU BM3yadu3alluyd KUCT
npu Y3U) He XxapakTepHa CTOJIb paHHsISI MaHUdecTalus
U BBICOKAs CTEIeHb METAa0OJMIECKUX W DJIEKTPOJIUTHBIX
paccTpoiicTB. BeipaskeHHasT TUTIepKaTbIIUEMHUST TIPU HOP-
MaJIbHOM 9KCKPEIUU KaJIbLIUS ¢ MOYOI 0ObsICHEHA HAMU
KaK CJIeNICTBAE BHIMBIBAHMS KaJbIIUS U3 KOCTU Ha (hoHe
JUTUTEJIbHOTO MeTaboumueckoro anuao3a. OKoHYaTe b-
Hag Bepu(dUKalMsg AMarHO3a TEPBUYHOTO IUCTATbHO-
rO PEHAJILHOTO TYOYJISIPHOTO ally03a BO3MOXHAa MOCIe
MPOBENECHUSI MOJIEKYJISIPHO-TEHETUYECKOIO MCCle0Ba-
HWSI, 9TO U OBLIO CAEJIAaHO Y JaHHOTO pebeHKa [6].

Lenb Tepanuu — BOCCTAaHOBJIEHUE POCTA, JTUKBUIA-
LM U3MEHEHUH B KOCTSIX M TTpoUIaKTUKA JaTbHEHTIIe-
IO OTJIOKEHUS KaJblys B TToukax. OOBIYHO TTPOBOIUTCS
KOppeKIrs aluao3a 0MKapOOHATOM HATpus U/WIKA LIK-
TPaTHOM CMeChbl0. XOpOIlIMe Pe3yabTaThl, KaK U B HallleM
ciydyae, JOCTUTAIOTCSl HAa (poHEe Tpuema KajluHopa, HO,
K COXaJIEHUI0, TIpernapar He nocrasiisiercs B Poccuio.

B TpeTheM KIMHMUYECKOM MpHUMepe TIpeICTaBIeH ma-
LIMEHT ¢ TyOyJiomaTueil, oOyCIOBIEHHON HapylleHUEM
TpaHCIIOPTa TJIIOKO3bI B TMPOKCUMATbHBIX KaHaJbIax
MoYyeK, TMPU HOPMAJbHOM YpPOBHE TJIIOKO3bI B KPOBH.
PacripoctpaneHHOCTh 3aboseBaHusT BapbupyeT oT 0,6
1m0 6,3%, B 3aBUCUMOCTH OT AMATHOCTUYECKUX KpPUTE-
pUeB, UCTIOJIB3YEMBIX JIJIsSI TIOCTAHOBKHU JIMarHO3a CeMeit-
HOI1 peHaIbHON TTI0KO3ypuu. 3a00eBaHNe HACIeayeTCsl
10 ayTOCOMHO-IOMWUHAHTHOMY TUITY U BBI3BAHO MYyTalll-
eit reHa SLC5A2, KOTOpbIii KOAUPYET MEPEHOCYUK TITI0-
ko3bl SGLT2, pacrnoysiokeHHbIII B HayaJbHBIX OTAEIax
MPOKCUMAaJIbHBIX KaHasblieB [7]. JleueHust He TpeOyeTcsl,
pHUCK caxapHOro auabera He MOBbBIIIEH.

B KoHeuHBIX OTHeIaX MPOKCUMAJbHBIX KaHaJblleB
U TOHKOM KWIIKE PACMOJIOXEH APYroi MepeHOCUYUK —
SGLT1 (xotpancrnoprep-1), Kogupyemblit reHoM SLCSA 1.
Kpome riitoko3bl, 3TOT KOTPAHCIIOPTEP MOXKET MEePeHO-

UHUYECKUE CJTYHAU

cuth rasiaktosy. [1pu myraumsx rena SLC5A 1, nacnenye-
MBIX IO ayTOCOMHO-PEILECCUBHOMY TUITY, MMPOUCXOIUT
HapylIleHUe BCaCchIBaHUS TTIOKO3bl M TAJIAKTO3bI C pa3BU-
TUEM CHHApPOMa TJIIOKO30TaJaKTO3HOW MaibaOCopOIInu.
3abosieBaHuE TIPOSIBIISIETCS] BOASTHUCTHIM TIOHOCOM, peak-
LM Kajia KUCasi, B HeM cojepxkarcs caxapa. Bo3moxkHa
roKo3ypust. st ipekpalleHust moHoca TpebyeTcs Ha-
3HaYeHMe TTUIIEBOTO pallioHa, He COAEePIKAIIETrO IITIOKO3bI
U TaJTaKTO3bI.

VY Hamiero mainyeHTa JOMMHUpOBaIa OGECCUMITTOM-
Has Toko3ypus. Hepesko BbIpakeHHbIE W3MEHEHUS
XapakTepa CTyJjia, 1oCTaTOYHast TpubaBKa B Macce (3a uc-
KJTIOYeHUEM TTOC/IeHEN Heoequ M3-3a Pa3sBUTHUST TUIIO-
TaJJaKTUM Y MaTepH) TIPU TIOBBIIIEHHOM COIEPXKaHUU
VIJIEBOJOB B KaJie CBUIIETEILCTBOBAIM CKOpEe O TpaH3M-
TOPHOMU JIaKTa3HOM HemocTtaTouyHOocTH. OKOHYaTEeIbHAas
Bepu(UKaLIMA AMarHO3a M YTOYHEHHME THUIIa HaclaeaoBa-
HUST HapYIIeHUsI BCACBIBAHUS TTIOKO3bI OYIyT BO3MOXKHBI
MOCJIe MOJIEKYISIPHO-TEHETUYECKOTO NCCIIETOBAHMSI.

BhisiBieHHasT He3HaYUTENbHAsT TUIEPKATbLIMEeMUST
y TTallMeHTAa TTPU OTCYTCTBUU KaJIbLIMYPUU U HOPMATbHOM
YpOBHE TapaTropMOHa MOXeT OBITh CBsI3aHa ¢ TIPUEMOM
putamnHa D B mosze 4000 ME Ha mportsckeHum 3 mec.
B cBs13u ¢ yem TpebyeTcss KOPPEKTUPOBKA TO3BI BUTAMU-
Ha D non KkoHTposieM YPOBHSI €ro MeTaboJIMTOB U CONEP-
JKaHWST KaJbIUsg B KPOBU M MOYE JIJIST TTPEIOTBPAIeHUS
pa3BUTHS HepoKalblmHO3a. [1py cOXxpaHeHUY CUMIITO-
MOB XoJiecTasa (MOBBIIIEHNEe aKTUBHOCTA TpaHCAMUHA3,
YPOBHS XOJIeCTepHUHa) y pebeHKa ¢ aHOMaJe JKeTIHOTO
ITy3bIpst MOKET TTOTpeOOoBaThCs B AalIbHEWIIeM Ha3Have-
HUE MPernapaToB ypCOAe30KCUX0IEBOI KUCIOTHI.

3aknovyeHue

JIvarHoCTUKa TEPBUYHBIX TYOYyJOTaTUI CIOX-
Ha M3-3a peJIKOi BCTPEYAeMOCTU ITHX 3a00JIeBaHUA,
TreTePOTeHHOCTH KJIMHUYECKUX MPOSIBICHUM, CXOICTBA
CUMIITOMOB C JAPYTMMU OOJIE3HSIMU, HE CBSI3aHHBIMU
C TIEPBUYHBIM JIe(heKTOM KaHAJIbIIEBBIX (DYHKIIWIA, ¥ Tpe-
OyeT JOCTaTOYHOTO 3HAHMS MOYETHON MaToDU3NOIOTUN
1 00IIEro MEIUITMHCKOTO Kpyro3opa. MHOIMe U3 TaKUX
OOJIbHBIX, OCOOEHHO B CAMOM paHHEM TIEpUOJIe XKU3HHU,
MOTYT HaXOIMTHCS B TSKEJIOM COCTOSTHMU. [ToaTomMy
BaKHO BOBpEMSI 3alTOJO3PUTh U PAaCIO3HATh COOTBET-
CTBYIOIIME MeTaboInyecKrue HapylleHUs!, CBSI3aHHbIE
¢ TuchyHKIMEN MOYeIHbIX KaHalblleB. TOIbKO JeTalb-
HOe TTaTo(HU3NOJIOTHUECKOe 00CIeNoBaHNe U UICHTH -
duKanus pa3TUIHBIX KaHAJIbLEBbIX TEHETUUECKUX Je-
(GeKTOB TO3BOJISIIOT OKOHYATEIbHO BEepUOUIIMPOBATH
HO30JI0TUYEeCKYI0 hopmy TyOymonatuu. K coxaneHuro,
B COBPEMEHHBIX YCIOBUSIX He BCeTAa JTOCTYIHBI METO-
Bl MOJIEKYJIIPHO-TeHETUUECKON MAeHTU(PUKAIIUN 60-
JIe3Hel, BOSHUKAIOIINX BCICACTBUEC MYTallMil B TeHAX,
KOOUPYIOIINX pa3IMIHbIe KOTPAHCIIOPTEPHI B MOYEY-
HBIX KaHasblax. [ToaToMy Kaxknoe HaOmoaeHe pedeHKa
C peHaJbHBIMU TYOYJISIpHBIMU PacCTPONCTBAMU TTO3BO-
JISIET pacIIMPUTh KIIMHUYECKOE TpeACTaBiIeHne 00 3TUX
0OJIe3HSIX.
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