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MpeacTtaBieHbl pa3paboTaHHblie akcrnepTamu Coko3a neguatpoB Poccun KAUMHUYECKME peKOMeHAauun no oKal3aHuio
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eMUIo n MeTabosimyeckuit ankano3. OTMedeHbl 0COBEHHOCTU 3NUAEMUOSIOMMM, ITUOJIOMMK U NaToreHes3a, KIMHUYECKOro
TeyeHus, andoepeHLumanbHon AMarHOCTUKMU, a TaKKe Jle4eHUs, OCHOBaHHOIO Ha MpuHUMNnax JoKka3aTe/ibHOCTH.
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BBEAEHME KPATKASl UHOOPMALIUA

KNnuHu4Yeckne pekomeHgalmu paspaboTaHbl Ha OCHO- OnpepgeneHue
BaHUW KJMHUYECKOTO OfNbiTa aBTOPCKOro KONNEKTMBa Ty6GynonaTum — KaHanbleBble 6G0JIe3HU MOYEeK, XxapaKTe-
B AMArHOCTUKe, NeYeHun U BedeHuMn JeTeil ¢ Tybynona- puU3yeMble pasfiMiHbIMKU HapyLIEHUAMU TYBYNAPHOrO TPpaHCc-
TUAMMU. nopta 3MeKTPONWUTOB, MUHEPANOB, BOMbl M OPraHUYecKMuX
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Ccy6CTaHUMW, HacneaCTBEHHOro (NepBUYHbIE TyBynonaTum)
WK NPUOBpPETEHHOrO (BTOPUYHbIE TyByionaTumn) xapakrepa.

Mo nokanugdauuu TpaHCNoOpTHOro gedekTa pasnuyaloT
NPOKCUManbHble, METNEBbLIE U AUCTaNbHble TyGynonaTuu.

CuHapom [utenbmaHa (OMIM 263800) — cemeiHas
rMnoKannemmyeckasa runomMarHesemus, conbTepsiowas
Tybynonatus, XxapakTepu3ylwancs runoMarHe3emuen,
rMnoKanbLuypuen u BTOPUYHLIM albAOCTEPOHNU3MOM, KOTO-
pbi NPUMBOAWT K PasBUTHIO TUMNOKaNMEMUU U MeTabonnye-
CKoro ankanosa [1-3].

3THonorusa n natoreHes

XapaKTepeH ayTOCOMHO-PEeLLeCCUBHbBIN TUN Nepejadm —
MyTauus reHa B nokyce SLC12A3 Ha xpomocome 16913. l'eH
KoaupyeT TuasnadyscTeuTenbHblit Na™-Cl- -koTpaHcnopTtep
(NCCT) auctanbHbIX U3BUTbIX KaHabLEB.

Dedekt Nat-Cl-koTpaHcrnopTepa NPUBOAMT K CHUMe-
Huto TpaHcnopTta NaCl B AUCTaNbHbIX M3BUTbIX KaHanbuax
C nocneaywwmum pasBUTMEM TMMOBOAEMUN U CTUMYNSALMEN
PEHWH-anbA0CTEPOHOBOMN cUCTEMbI. BO3HMKAIOT runokanve-
MUS, TMIOMarHe3eMma n MeTaboNnyecKkni anKkanos.

Anuaemuonorua

PanpocTtpaHeHHOCTb 60n1e3HN — ~25 cnyvyaeB Ha 1 MNH
YenoBeK; B €BPOMEeOMgHOM MNONynsauMM pacnpocTpaHeH-
HOCTb retepo3unrot — ~1%.

KoaupoBanue no MKb-10

N25 HapylweHusa, pasBuBalowmecs B pesynbraTe auc-
®YHKUMKU NOYEYHbIX KaHanbLEeB.

N25.8 pyrve HapyweHus, 06ycnoBfeHHble ANCHYHKLK-
€M NMoYeYHbIX KaHanbLEeB.

N25.9 HapylueHne GyHKLMU NOYEYHbIX KaHabLLEB YTOM-
HEHHoe.

Mpumep anarHosa
e CuHapom [uTenbmaHa. XpoHuyecKass 60Nne3Hb MoYek,
1-9 ctagus.

Knaccudpukauyumsa
O6uwenprHATOM KNaccuduKaumm cuHapoma lmtenbmaHa
He CylLeCcTBYeT.

OAUATHOCTUKA

Hano6bl U aHamMHe3

B TeyeHne annTeNbHOro BpemeHu 3aboneBaHne MOXeT
npoTekatb 6ecCMMNTOMHO, M3peaKka HabnaalTcs 3nM30-
Obl TMXopaaKu, pBOThl, 60/1€eN B }UBOTE, Mbllle4YHOU cnabo-
CTH, TETAHUM.

dusunkanbHoe o6cnepoBaHue

O6uwmMn ocMOTP noapasymeBaET OLEHKY (PU3NYECKOro
pas3BuUTUS pebeHKa, COCTOSHUSA MbIlEeYHOM CUCTEMbI, Noa-
CYeT 4acToTbl AbIXxaHWS, CEPAEYHbIX COKPAaLLEHWN, ayCKySb-
TauMIO Nerkux, cepgua, naabnaumio XuMBoTa, y4eT obbema
BbIMUTOM XMAKOCTH, ANype3a.

JlaGopaTopHas AUarHocTuKa
PekomeHpgyeTcs uccnegoBaHue:

®  KWUCNOTHO-WENOYHOrO COCTOAHMA (pPH KpoBW, cTaHaapT-
Hbl 6uKap6oHaT — HCO3™, BE); 6MOXMMMYECKOro aHa-
NIN3a KPOBW: KanuKn, HaTpPUK, XNopuabl, MarHum, KasabL K,
KpeaTUHUH (cuia peKomeHgaumu 3; ypoBeHb [oKala-
Tenbers CL) [1-3].

Cuny peKomMeHaauMi W ypOBEHb [AOKa3aTeNbCTB CM.
B MNpunoxexnunn A1, Tabn. 1, 2.

KommeHTapuin. OCHOBHbIE JUArHOCTUYECKME KPUTEPUU
cuHapoMa [uTenbmaHa: runokannemusi, MetaboM4yecKum
anKanos, rMnoMarHe3eMusl, CHUMKEHME IKCKPEeLUn KanbLus
C MOYOM (TMNoKanbLMypus) (Cuia peKomeHgaymu 3; ypoBeHb
nokasatesnbcTB C).

UHcTpymMeHTaNbHasA AMarHocTuKa

PekomeHayeTcs npoBefeHWe ynbTpa3ByKOBOro uccre-
[OBaHUS NOYEK, MOYEBOro Ny3bIps.

KommeHTapuun. C uenbio guddepeHumManbHoOM aua-
FHOCTUKM C HeoHaTalbHbIMW BapuaHTamMuM CcUHApPOMA
bapTtTepa.

OunddepeHunanbHas gUarHocTUKa
AnddepeHumanbHbii AMarHo3 nNpoBOASAT C CUHAPOMOM
baptTtepa.

JNIEYMEHME

KoHcepBaTMBHOe nevyeHue (cuia pexkomeHgaumm 4;
ypoBeHb joKa3aTtesbeTB C)

Mpun cuHapomMe [nTenbMaHa peKOMeHAYEeTCS NOXUIHEH-
HOE NPUMEHEHMe nNpenapaToB Maruusa [3].

KommeHTapui. [na [aHHOW nNatonornuu JevyeHue
3aK/toyaeTcss B MOXW3HEHHOM MPUMEHEHMM MpenapaToB
MarHus.

BbiCOKME [03bl MarHuMa crnoco6CTBYOT BO3HUKHOBE-
HUIO OMapeun, No3TOMy HOpManau3auus YPOBHEW CbIBOPO-
TOYHOrO MarHus SBASEeTCS TPYAHOAOCTUMXMMOMW 3ajayven.
Haunbonblwen 6M0a0CTYNHOCTbLIO 061adatoT npenaparbl X/10-
puaa mMarHus, nakTtaT u acnapTaT marHus. LlenecoobpaseH
MPUMEM MarHus xjopuga B Hadva/lbHOW A03€ 3 MMOJb/M2
B CYTKM, nin 4—5 Mr/Kr B cyTKu (B 3—4 npuema) [3]; npu npu-
CO€AMHEHUN UHDEKLIMIN, COMPOBOXKAAIOLWMNXCH PBOTOM M Ana-
peen, fo3a nosbiwaeTcs. B cnyyae BO3HMKHOBEHMSI OCTPOM
TeTaHun BBoautca pactsop MgCl, 20% (0,1 mmonb Mg/Kr),
BO3MOXHO BBeAEeHME KaxKble 6 4.

CynbdaTt MarHmsa obnagaet CyLeCcTBEHHO MeHbLUEN 61O-
[AOCTYMHOCTbIO.

Kom6uHaumnsa amunopmga ¢ xnopuaom Kanua (1-3
MMOJb/KI B CYTKM B 3—4 npuvema) NnpumMeHseTcs npu CTomn-
KOW CUMMNTOMAaTUYECKON rMMNOKaNIMeEMNUN, HE KOPPUTUPYEMOW
xnopuaom marnus [3].

MpenapaTbl, CNOCOGCTBYIOWNE YAJIMHEHUIO MHTEpBana
QT (MaKponuabl, BanbnpoaTbl U Ap.), AO/KHbI Ha3Ha4YaTbCs
€ 0c060M OCTOPOXKHOCTBIO [3].

PekomeHayeTcs AMeTa ¢ BbICOKMM COEPKaHUEM HATpKUS
1 Kanus [3].

Xupypruyeckoe neuyeHue
He cywecTByerT.

PEABUWIUTALUA
He cywecTByerT.

NMPOOUNIAKTUKA U AUCNAHCEPHOE

HABJIIOAEHUE

MpodunakTuka

Llenecoob6pasHa KOHCYNbTauma reHeTuKa.
BeposaTHOCTb poxaeHusa cubca ¢ cuHagpomom [MtenbmaHa
y poauTenen, yxe umetowmx 6onbHoro pebeHka, coctas-
naetr 25%. bonee crtapwum geTaM CEMbM, HE UMEKOLIUM
NPU3HaAKOB cuHApoMa [MTenbmMaHa, TakXe Heob6Xxoanumo
nposeaeHne QHK-guarHocTnku B cBSA3M C BO3MOXHOCTbIO
NosIBNEHUS KJIMHUYECKUX CUMMNTOMOB B 6GoJiee No3aHEeM
nepuoae XusHu.

YunTbiBast XOpPOLUMMA MPOrHO3, aHTEeHaTaNbHbIM OMArHO3
cuHapoMa [MTenbMaHa He peKoMeHAayeTcs.
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BepeHune I1i:\L|,VIeHTOB2

Am6ynaTopHoe HabnwgeHue O60NblUIMHCTBA 6GeccUM-
NTOMHbIX MNaUMEHTOB oOcyllecTBaseTcs Hedponorom 1-2
pa3a B roia. B Kaxabii BU3WUT nauueHTa ocoboe BHMMA-
HUWe yaensieTcs xanobam, 06yCN0BAEHHbIM FMNOKanneMmen
(ycTanocTb, MblleYyHas cnabocTb, 3anopsbl, cepaeyHas apuT-
MU1S) U TMNOMarHe3emuen (TeTaHus, Cyaoporun, napectesuu,
60/1b B CyCTaBax M MbiliLax), onpeaensioTcs CbiIBOPOTOYHbIE
YPOBHM Kanus, MarHus, 6ukapboHaTa.

OONOJIHUTE/IbHAAA UHOOPMALIUA, BIUAIOLLAA
HA TEMEHME U UCX0o[ 3ABOJIEBAHUSI/CUHAPOMA
Ucxoabl M NPOrHos

B 60bLWWHCTBE Cly4aes GnaronpusTHbINAS.

KPUTEPUMW OLIEHKU KAYECTBA MEAULIMHCKOWM
nomMowmn* (ra6n. 1, 2)

KOH®JIUKT UHTEPECOB

ABTOpblI MOATBEPXKAAOT OTCyTCTBME (MHAHCOBOW NoA-
[EPXKKN/KOHDNNKTA MHTEPECOB, KOTOPbIV HEO6X0AMMO O6Ha-
pojoBarb.
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Ta6nuua 1. OpraHn3aLMOHHO-TEXHUYECKME YCNOBUS OKa3aHUA MEANLMHCKON NOMOLLK

Table 1. Organizational and technical specifications of healthcare delivery

Bua MeanumMHCKOM NOMOLLK

Cneuunanu3npoBaHHasa MeaWLMHCKas NOMOLLb

YcnoBus okasaHUsa MeAULMHCKON NOMOLLM

CTauMoHapHo / B IHEBHOM CTaLMoHape

dopma oKasaHWa MEAULMHCKON NOMOLLM MnaHoBas
Ta6auua 2. Kputepuv KayecTBa OKasaHUs MEAULMHCKON NOMOLLM
Table 2. Quality Criteria of healthcare delivery
YpoBeHb JOCTOBEPHOCTH AOKa3aTeNbCTB
Ne Kputepui 1 y6eaAuTeIbHOCTH PEKOMEeHAAL U — HU3KUIA
(KoHceHcyc aKkcnepToB — D)
1 | BbliNONHEHO UCCNef0BaHUE KUCNOTHO-LWENOYHOIO COCTOSHUSA KPOBH D

BbinonHeHo uccnegosaHne 6UOXMMUYECKOrO aHanmM3a KpoBW (Kasuh, HaTpui,

2 M o D
XJIOPUABI, KanbLUWUW, MarHum, KpeaTuHUH)

3 BbinonHeHo nccnefoBaHne 6UOXMMUYECKOrO aHann3a Moyu (KanbLmi) D

4 | BbINONHEHO yNbTPa3BYKOBOE UCCeoBaHUE NOYEK D

CMUCOK JIUTEPATYPbI
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pea. 3. JlonmaHa, A.H. UbirnHa, A.A. CapkucaHa. — M.: Jlutteppa;
2010. — 400 c. [Detskaya nefrologiya: prakticheskoe rukovodstvo.
Ed by E Lojman, AN Tsygin, AA Sarkisyan. Moscow: Litterra; 2010.
400 p. (In Russ).]

Fremont OT, Chan JC. Understanding Bartter syndrome and
Gitelman syndrome. World J Pediatr. 2012;8(1):25-30. doi:
10.1007/s12519-012-0333-9.

3. Knoers NV, Levtchenko EN. Gitelman syndrome. Orphanet J Rare
Dis. 2008;3:22. doi: 10.1186/1750-1172-3-22.
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cMm. Mpunoxkenue b.
cMm. Mpunoxkexue B.
MopsiaKM 1 cTaHAapPTbl OKa3aHWa MeaULMHCKOM nomoln — MpunoxeHue A2.



NMPUNOXKEHMUE

MpunoxxeHue Al. OCHOBHble peKOMeHaaLumn

Cvna peKoMeHaaunin Ha OCHOBAHMKU COOTBETCTBYIOLLMUX
YPOBHEN [0Ka3aTeNbCTB NPUBOAWUTCS NPU U3NOKEHUN TEK-
CcTa peKoMmeHaauun (YPOBHM [OCTOBEPHOCTM U CUMa PEKO-
MeHZaLni chopMynnpoBaHbl Ha OCHOBaHWW NPOBEAEHHOMO
aHanusa; Tabn. 1, 2).

Ta6nuua 1. YpoBHM JOCTOBEPHOCTHU
Table 1. Confidence level

YpoBeHb Tun gaHHbIX
la MeTaaHanua paH4OMU3UPOBaAHHbBIX KOHTPOUPYEMBbIX UccieaoBaHum (PKHN)
1b [aHHble nonyyeHbl No pedynbtatam ogHoro PKU
2a [okasaTtenbcTBa Nony4yeHbl Ha OCHOBE MeTaaHalM30B UccnefoBaHuin 6e3 paHaoMU3aLnm
2b XoTs1 6bl 0AHO XOPOLLO BbIMOHEHHOE KBa3MaKCcNepuMeHTanbHoe nccnegoBaHume
3 XOpowo BbINOIHEHHbIE HEAKCNEPUMEHTANbHbIE UCCIEA0BAHUSA: CPAaBHUTENbHbIE, KOPPENALMOHHbIE U CNy4an-KOHTPONb
4 JKCnepTHOE KOHCEHCYCHOE MHEeHUe NMMB0 KIMHUYECKUI OMbIT MPU3HAHHOIO aBTopUTETa

Ta6nuua 2. Mpagaumns KavyecTBa peKomMeHaaLmm
Table 2. Grade of Recommendation
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MpunoxeHue A2.
CBfAi3aHHble JOKYMEHTbI: MOPAAKK U CTaHAAPTbI
OKa3aHUA MeJULMHCKOW NMOMOLLU

MopsaaKK oKa3aHUA MEAULIMHCKOW NOMOLLH

Mpukas MuHUCTEPCTBA 34paBOOXpPaHEHUS U coLMaib-
Horo pas3Butna PP ot 16 anpens 2012 r. N¢ 366H
«06 yTBEPKAEHMK TlopaaKa OKalaHusa neanaTpuyecKon
NOMOLLM».

Mprka3 MwuHUCTepcTBa 3apaBooxpaHeHus PP ot 15
HOs6ps 2012 1. N2 917H «O6 yTBepxaeHuu MNopaagka oKa-
3aHMUA MEAMLMHCKON NOMOLLM 60NbHBIM C BPOXKAEHHBbIMU
M (MNK) HacneacTBEHHbIMKU 3a60N1eBaHUAMMUY,

CtaHpapTbl OKa3aHUA MEAULMHCKOW NOMOLLKU
MNMpukas MwuH3gpaBa Poccumn ot 09.11.2012 N2 762H
«CTaHpapT cneumann3mpoBaHHON MeaULMHCKON MOMO-
WM MpU HapylleHusx, pas3BuBaloWMUXCcA B pesynbraTe
ONCOYHKLMKM NOYEYHbIX KaHanbLeB (Tybynonatum)».



MpunoxeHue b.
ANroputmMbl BefieHUs nayueHTa

| MauMeHT ¢ Nnofo3peHuem Ha TyGynonaTuio |

’ JnarHocTtuKa ‘

HET
KoHcynbTaunsa
NnpPodUNbLHOro < Avarxos "
cneunan1cra NOATBEPHKACH:
P
O6cnepoBaHue, Tepanus
B cneuuann3vpoBaHHOM <
HedpPONOrMYecKoM OTaeNEeHMH

Y

OuvcnaHcepHoe HabnogeHne 1 neyeHune
C NePUOSNYHECKUM KOHTPOJIEM B CMeLManM3npoBaHHOM HEPPONOTMYECKOM OTAENIEHUN

AA Tepanusa

HET

adpdeKkTuBHa?

MpunoxxeHue B.
UHdopmauusa gns naumeHToB

Ty6ynonaTun — KaHanbLeBble 60N1e3HU NOYEK, XapaKTe-
pU3yemble pasnyHbIMKU HapyleHUAMU TyOGYNSpPHOro TpaHc-
nopTta 3JIEKTPONUTOB, MUHEPANoB, BOAbl U OPraHUY4eCKUX
cy6CTaHUMM, HacNeACTBEHHOIO (NepBuYHblE TybynonaTuu)
UM NPUoBGPETEHHOro XapaKTepa (BToOpUYHbIEe TybynonaTum).

YacTota BCTpeYaemMoCTU Cpefu [LEeTCKOro HaceneHus
KpanHe pejKa, B CBA3M C YeM 4YeTKasd TonuMyecKasa AuarHo-
CTMKa KaHasbleBblX HapyLlweHWU NpeacTaBiseT onpeaeneH-
Hble TPYAHOCTH.

HecmoTps Ha pa3Hoob6pasune TybynonaTuih, OCHOBY WX
[AWarHOCTUKM COCTaBNSET PaHHEE BbIIBJIEHNE TAKUX KNUHU-

YeCKMX CUMMNTOMOB, KaK apTepuasnbHas rmnepTeH3uns/rmno-
TEeH3US, NOAMAUNCUNA, MONNYPUS, PaxMTONOAOGHbIE MU3Me-
HEeHWs, C NocneayloLWmMM UccneioBaHUEM U onpeaeneHnem
HapyLWeHWN KUCNOTHO-LWENOYHOMO COCTOAHMA (MeTabonmye-
CKMM aunpos/ankanos), HaTpun-KanneBoro 1 Kanbuum-odoc-
dopHoro romeocTasa.

BbicTpoe Ha3HavyeHWe ajeKBaTHOM MNaToreHeTU4ECKOM
Tepanuu Mo3BONSET NPefoTBPaTUTb MHOMME cepbe3Hble
OCJIOXHEHMUS.

[unarHocTuKa 1 neyeHue nauMeHToB € TyGynonatusamu
NPOBOAMTCH Bpa4oM-HeEdPONOroM.



