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PEJEPAJIbHBIE KJINHUYECKHE PEKOMEHJALIMA 11O OKA3AHHUIO
MEJUIUHCKOU ITIOMOIIHA AETAM C TYBYJIOINATUAMU

JlaHHbIe  KJIMHUYECKHEe  pPeKOMeHIaluu MOATr0TOBJIEHbI npodeccuoHaIbLHOM
acconuanmeri aerckux Bpadeii Corw3om neamarpoB Poccum B 2015r. paccmorpeHbl u
yTBep:kIeHbl Ha 3acenanun Hcmoskoma mpodeccHoOHAIBLHOH accouManuM JeTCKUX Bpauei
Co1o3 neguarpos Poccun Ha XVIII Konrpecce neanarpos Poccnn «AkTyajibHbIe P00OJieMbl
neauarTpumn» 14 gpespans 2015r.

CocraB paoOoueit rpymnbi: akaa. PAH bapanoB A.A., 4wi.-kopp. PAH Hama3soBa-
bapanosa JI.C., npo¢., n.m.H. lbirun A.H., npo¢., 1.m.H. Cepreesa T.B., npod., a1.M.H.
Yymakosa O.B., npo¢., n.m.H. [laynosa C.C., npod., 1.M.H. 3oxkupos H.3., 1.m.H. KomapoBa
O.B., npo¢., ai.m.H. B.K. Tarouenko, npo¢., 1.m.H. M./l. Bakpanze, npo¢., 1.M.H. Lpirnna
E.H., k.Mm.H. 3pobok O.A., k.M.H. Bamnypuna T.B., k.M.H. Mapruesa T.B., k.m.H. Jlynan U.H.,
k.M.H. Karan MLIO.

ABTOpPBI MOATBEPKIAKT OTCYTCTBHE (PMHAHCOBON MOMNAEPKKH/KOH(PIUKTA UHTEPECOB,
KOTOPbIil HE00X0AMMO 00HAPOI0BATD.

METOAOJIOT'UsA

Metoabl, ucnosb3yemble AJsi cOOpa/celeKIMU /I0KA3aTeJIbCTB: MOUCK B 3JEKTPOHHBIX
0a3ax J1aHHBIX.

Onucanue MeTO10B, HCNOJIb30BAHHBIX /ISl OLEHKH KayecTBa M CHJIbI J0Ka3aTeJlbCTB!
JI0Ka3aTeabHOM 0a30il 11 pekoMeHJauui ABIA0TCS MyOiaukanuy, Bomenmue B KoxpeltHoBCKyto
oubnmnorexy, 6a3bl qanupix EMBASE, MEDLINE u PubMed. I'ny6una moucka - 5 ner.

Metoabl, HCIIO/Ib30BaHHBIE /ISl OLCHKH KAYeCTBAa U CHJIBI 10Ka3aTebCTB:

®  KOHCEHCYC 3KCIEpTOB,;

®  OIIEHKAa 3HAYUMOCTH B COOTBETCTBUM C PEUTUHIOBOM CXEMOM.

Metoabl, MCII0/Ib30BaHHBIE 1JIS1 AHAJIN3A I0KA3aTeJIbCTB!

e  0030pHI ONyOIMKOBAaHHBIX METa-aHAJIN30B,;

e  cucTeMaTudeckue 0030phl ¢ TAOIUIIAMH JJOKA3aTeIbCTB.

Onucanue MeTO0B, HCIOIb30BAHHBIX /ISl AHAJIN3A 10KA3ATEJILCTB

[Tpu or6ope nmyOnaMKanui, Kak MOTEHIIMAIbHBIX HCTOYHHUKOB J0Ka3aTeNIbCTB, UCIOIb30BaHHAS
B K&XJOM MCCJIEI0OBAaHUU METOJOJIOTUS M3Y4aeTcs JUIsl TOro, YToObl yOEIUThCS B €€ BAJIUIHOCTH.
Pe3ynbrar uzydyeHus BIUsSET Ha YPOBEHb JOKa3aTeNIbCTB, MPUCBAaUBAEMbIN MyOIMKAINH, YTO B CBOIO
ouepelib, BIMIET Ha CHIIY pEeKOMEHIaIHi.

Jns  MUHMMH3aUM  [OTEHLUAJIbHBIX OIIMOOK KaXJ0€ HCCIeOBaHUE OIEHUBAIOCh
He3aBUCHMO. JItoObIe pa3nuums B OLIEHKAaX 00CYKJaJIMCh BCeW TPYINONA aBTOPOB B IIOJTHOM COCTABE.
ITpu HEBO3MOXKHOCTH TOCTHIKEHUSI KOHCEHCYCA MPUBJIEKAJICS HE3aBUCUMBIN IKCIEPT.

Metoabl, HCHOIb30BaHHbIE Jsi  (GOPMYJIHPOBAHHSI PEKOMEHJAMH: KOHCEHCYC
IKCIEPTOB.

HNuaukaropsl 1o0pokadvectBenHoi npakTuku (Good Practice Points — GPPs)

Pexomenayemasi toOpokauecTBEHHas MpaKkTUKa 0a3upyeTcsl Ha KIMHUYECKOM OIIbITE aBTOPOB
pa3pabOTaHHBIX PEKOMEHIAIIH.

IKOHOMHYECKHUI aHAIU3

AHaiu3 CTOMMOCTM HE NPOBOJWICA M NyOJUKauMM 10 (apMaKkOdKOHOMHUKE HeE
AHAIN3UPOBAIINCH.

MeToa BaJIugauuu peKoOMeHAauuin



e  BHewmHss SKCIEpTHas OLEHKA.

e  BHyTpeHHss dKCIEepTHas OLICHKA.

Onucanue MeTO0/1a BAJIMIAIUM PEKOMEHIAUMI

Hactosmme pexkomMeHanuu B  MPEABAPUTEIBHON  BEepCUM  OBUIM  PELEH3UPOBAHBI
HE3aBUCUMBIMHU JKCIEPTaMH, KOTOPBIX, IMPEXKIE BCEro, NOMNPOCUIN HPOKOMMEHTHUPOBATH,
HAaCKOJBKO JOCTyIHAa JJs NOHMMaHUs MHTEpIpeTauus JOKa3aTelabCTB, JieKallas B OCHOBE
PEKOMEHJAIIHA.

Ot Bpauell MEepBUYHOTO 3BEHA (QJUIEPTrOJIOTrOB-UMMYHOJIOIOB) IMOJYyYE€HbBl KOMMEHTApUU B
OTHOLIEHUU JI0XOAYMBOCTH HM3JI0KEHUS JaHHBIX PEKOMEHJAlMil, a TaKkKe UX OLIEHKAa BaXHOCTH
IpeJiaraéMblX peKOMEHJaluil, Kak MHCTPYMEHTA IIOBCEIHEBHOM MPAKTUKH.

Bce koMMeHTapuu, NOJy4YyeHHBIE OT OKCIEPTOB, TILATEIBHO CHCTEMATU3UPOBAINCH U
oOcyxnanuch wieHaMu pabodeld TpyIisl (aBTopaMu pekoMeHaanuii). Kaxapiii myHKT 00cyxaancs
B OT/ICJIBHOCTH.

KoncyabTanus u 3xcnepTHas OeHKA

[TpoekT pekoMeHAanuii ObUT peleH3UPOBAaH HE3aBUCUMBIMU KCIEPTAMHU, KOTOPBIX, IPEKIE
BCEr0, TMONPOCWIM MPOKOMMEHTHUPOBATh  JIOXOJYMBOCTh W  TOYHOCTh  HUHTEPHPETALUU
JI0Ka3aTeIbHOM 0a3bl, Jiexkalllell B OCHOBE pEKOMEHJAIIHi.

Pabouas rpynna

s OKOHYAaTEeNbHON pelakuMM U KOHTPOJIS KauyecTBa PEKOMEHJalUuu ObUIM TOBTOPHO
NPOAHAIM3UPOBAHbl WICHAMU palboueil TPynmbl, KOTOpbIE NPUILIM K 3aKIIOYCHHIO, YTO BCE
3aMeYaHusl U KOMMEHTapUu 3KCHEPTOB MPUHATHl BO BHHUMAaHUE, PUCK CHUCTEMATUYECKUX OIIMOOK
npu pa3zpaboTKe peKOMEHIAIHi CBeJIeH K MUHUMYMY.

OcHOBHBIE peKOMEeH1aluu

Cuna pekoMeH1aluii Ha OCHOBaHUM COOTBETCTBYIOIIMX YPOBHEHN JOKAa3aTENIbCTB IMPUBOISATCS
NPy HU3JO0KEHHHM TEKCTa peKoMeHJanui (YpoBHH JIOCTOBEPHOCTH U CHJA PEKOMEHJIAIHid
chopMyITHPOBaHbI HA OCHOBAHUH MPOBEJCHHOTO aHaIn3a — Tadi. 1-2).

Tabnuna 1.
YpOBHU JOCTOBEPHOCTH
Yposenn Tun naHHbIX
la MetaaHanu3 paHIOMHU3UPOBAHHBIX KOHTPOJIUpPYEeMbIX uccienoBanuii (PKIN)
1b JlaHHBIE TIOTy4eHBI IO pe3ynbTaTaM oxHoro PKU
2a Jloka3zaTenbCTBa MOJTyYeHbl HA OCHOBE METaaHaJIM30B HCCIICI0BAHU 0€3 paHIOMHU3anT
2b XoTst OB OJJTHO XOPOIIO BBHITIOJIHEHHOE KBa3HIKCIIEPHUMEHTAIFHOE HCCIIEI0BAHNE
3 X0opo1Io BEIITOTHEHHBIE HEIKCIIEPUMEHTAIIBHBIE HCCIEIOBAHNS: CPAaBHUTEIbHBIE, KOPPEISIIIMOHHBIE TN
«CITy4ai-KOHTPOJIb)»
4 OKcIepTHOE KOHCEHCYCHOE MHEHHE MO0 KIIMHUYECKHH OTIBIT MPU3HAHHOTO aBTOPUTETA

Tabnuna 2.
['pamanus kauecTBa peKOMEH AU
KauectBo OcHoBaHMEe PeKOMEH AU Pacmmdposka
JIOKa3aTeIbHOCTH
A | Breicokuit Bosnbiue JIBOMHBIE cIensle Peampubiii  3(dexr  cooTBeTCTBYET

1are00KOHTPOIMPYEMbIE HCCIIEMOBAHUS, | MPEANOJIaracMOMY
a TaK)ke JaHHbIE, MMOJYyICHHbIE TIPH MeTa-
a"anuse Heckonbkux PKU

B | Ymepennsiit HeOonbuie paHIoOMHU3UpOBaHHBIE U Hctunneiid  addext  Oim3ok K
KOHTPOJIUPYEMBbIE  WCCJENOBaHMS, MpPHU | MPEIIoJIaraeMOMy, HO €CTb BEpOSTHOCTh
KOTOPBIX ~ CTAaTHCTHUYECKHE  JIaHHBIC | pa3Inyuii



http://ru.wikipedia.org/wiki/%D0%A1%D0%BB%D0%B5%D0%BF%D0%BE%D0%B9_%D0%BC%D0%B5%D1%82%D0%BE%D0%B4

TIOCTPOCHBI Ha HEOOJIBIIOM qUCiec

OOJIBHBIX.

Huzkuit HepannomuzupoBaHHble KIMHUUECKUE Wctunnbii ekt MOXET
HCCIIEOBaHUS Ha OTPAHUYEHHOM | 3HAYHUTENBHO OTIINYATBCS oT
KOJIMYECTBE NallUEHTOB IIPEAIOJIaracMoro

OueHb HU3KHH BripaboTka  rpynmmoi  3KCHEpTOB [Mpennonaraemerit  addexkr  oueHb

KOHCEHCYCa 10 OMpeeIEHHOM MpodiieMe | HEONpPEACACHHBIH W B YacTOM MPOICHTE

CJIy4acB MOXKET OBITH JanéK OT UCTUHBI

KO/ 11O MKB-10

N25 — Hapymienus, pa3BUBarOIIMECs B pe3yIbTaTe AUCHYHKIINY TOYSUHBIX KaHAIbIIECB
N25.0 — [Toueunas ocreoguctpodus

N25.1 — HedporenHnslii HecaxapHbIii 1radet

N25.8 — JIpyrue HapyuieHus, o0ycloBlIeHHbIE TUCHYHKIIUEH TOYEUHbIX KaHaIbIIEB
N25.9 — Hapymenue (pyHKIMY MOYEUHBIX KaHATIBIEB YTOUHEHHOE

OITPEJEJIEHUE
TyOynonmaTum — KaHajbleBble OOJIE3HM TIOYEK, XapaKTepU3yeMmble  Pa3TUYHBIMU

HapyLIEHUAMHU TYyOyJsIpHOTO TpPAaHCIOPTa 3JIEKTPOJUTOB, MHUHEPAJIOB, BOJbl U OPraHUYECKUX
cyOCTaHIMii, HACIEICTBEHHOro (IIEpPBUYHBIE TYOYJIONAaTWH) WJIM NPUOOPETEHHOrO XapakTepa
(BTOpHYHBIE TYOYIONATHH).

KIIACCUO®UKALIUSA
Knaccugukanus TyOynomaTHii OCHOBaHa Ha JIOKaJW3alMM TPaHCIOPTHOro jaedekra

OIPEJICTICHHOTO OT/IeNa HehpoHa.

IMpoxkcumalibHbIe TyOyJIONATHH
e Tunodocdaremuueckuit paxut (pocdar-auader)
o [IpoxcumManbHbIi peHanbHBIN TYOYNIspHbIH anuao3 (11 Tum)
e Cunnapom ®@ankonu (/e Touu-/edpe)
e PenanbHas rooko3ypus
e bonesns JleHTa
ITetsieBble TyOy10NATHH
e Cunnpom baptrepa
JucTajbHble TyOyJI0naTHH
e Cunzapom ['mrensmana
o JlucranbHbIi peHaNbHBIA TYOYNspHbIi aruao3 (I Tum)
e [lceBmorumnoanbaoCTEPOHU3M
e Hedporennsiii HecaxapHblil 11a0eT
e Cunnpom JInmia
Hecmotpss Ha pasHooOpasue TyOynomaTuii, OCHOBY MX TUAarHOCTHUKU COCTaBIIIET paHHEe

BBISAIBJICHUC TaKHUX KIMHUYCCKHUX CHUMIITOMOB, KaK apTCpUaibHAA I’I/IHCpTCHL’»I/IH/FI/IHOTCHSI/ISI,

nojunauicusa, InoJnypus-d, anI/ITOHO,I[06HBIe HU3MCHCHHA, C TMOCICAYHOIIUM MCCICIOBAHUCM U

OIIpe/ICTICHUEM HAPYIICHUI KHCIOTHO-IIEIOYHOTO COCTOSIHUS (METa0OIMYECKUi aluI03/aIkanos),
HaTpHUI-KaIUEBOTO U Kanbluii-hochopHOro romeocrasa.



IMPOKCUMAJIBHBIE TYBYJIOITATUU

THIIO®OCDATEMHYECKHH PAXHT (POCPAT-JHABET)

Omnpenesienune

I'unogocparemuyecknii paxur (pochar-nuader) — 3aboneBaHne, CBA3aHHOE C IEPEKTOM
peabcopOiuu hocdaroB B NPOKCUMATIBHBIX KaHAIbLAX, MpOsBIoNIeecs y aereil (ocdarypueii,
runogocdaremMureil 1 BbIpa)KEHHBIMU PAXUTHUYECKUMHU U3MEHEHHUSIMU, PE3UCTEHTHBIMU K OOBIYHBIM
n03aM ButamuHa D.

DIUAeMHO0JIOr U

X-CLeTJICHHBI JOMHHAHTHBIA TUTIO(GOChHATEMUYECKU pPaxuUT SBIACTCS HauOOJIee YacTou
Hacienyemolt (Gopmoit paxura ¢ yactotoi Berpewaemoctd 1:20000 - 1:50000 xmBBIX
HOBOPOXXIEHHBIX. [lpyrue HaciaencTBeHHbIE POpMBI THIIOPOCHATEMUIECKOTO paxuTa ¢ ayTOCOMHO-
JOMUHAHTHBIM WJIM QyTOCOMHO-PEIIECCUBHBIM THUIIOM HACJIEIOBAHUS BCTPEUAIOTCS TOPA3/I0 PEXKeE.

JTHONATOreHe3

OnucaHo HECKOJIBKO HACHEICTBEHHBIX (hopM O0JIe3HH, MPOTEKAIOUIMX C H30JIMPOBAHHBIM
HapylIeHHEeM TPOKCUMAaIbHOU peabcopOuuu dpocdaTroB B MOUKAX:

- runodochareMuyeckuii paxut, X-cuerieHHsii fomuaanTaei (OMIM 307800);

- runopochaTeMUUECKHIA PaXUT, ayTOCOMHO-ToMuHaHTHBIH (OMIM 193100);

- runodocdaremMudeckuii paxur, ayrocomHo-perneccuBabii (OMIM 241520; OMIM 613312,

- HAaCJIeACTBEHHBIN runodochaTreMudeckuii paxur ¢ runepkanpiuuypueii (OMIM 241530).

B HOpMe Tpancnopt docdaroB yepe3 IIOMUHAIBHYIO MEMOpaHy MPOKCHUMAIBHOTO KaHAIbIIA
ocyuiecTBisieTcs: Hatpuii-hochaTapiMu koTpancopTépamu (sodium-phosphate transporter 2a, 2¢ -
NPT2a, NPT2c), skcmpeccust koTopbix Mmoauduuupyercs (axtopom pocra ¢(udpobdbiactoB-23
(fibroblast growth factor 23 — FGF23) u mapatropmMoHOM.

FGF23 cnocobOctByeT pasButuio ¢ocdaTrypur IOCPEACTBOM YTHETEHUs peadcopOIuu
docaros, Bcneacteue penykuuu NPT2a, NPT2c n nomaBnenus skcnpeccun 1-0-ruapoKcuiasbl ¢
Hocneayrolei cynpeccueit nupkyupyromiero 1,25(0H),D.

[TapatropmMoH Tak ke MHruOupyer peadcopOunio (ochaToB B MPOKCUMAIIBHBIX KaHAIbIIAX,
WHAKTHBHUPYs HaTpuii-¢pochaTHble KOTpaHCHOpTepbl, HO B oriamuue ot FGF23 omHOBpemeHHO
UHIYIUPYET  TPAHCKPHUIIHUIO  |-0-TUAPOKCWIA3bl, cTuMynupys cuHte3 1,25(0OH),D B
NPOKCUMAJILHBIX KaHaJIbIlaX, 4To BeAeT K moBbimieHuio NPT2b-3aBucumoii kuieuHo# abcopOimu
¢dochaToB 1 MOAABIECHUIO TPAHCKPHUIILIMU I'€HOB TapaTTOPMOHA.

Mytanuu B ochar-peryiupyromieM reie ToMoJI0rHYHOM 3HoNeNnTraa3e B Jokyce Xp22.1
(PHEX — phosphate-regulating endopeptidase homolog, X-linked), mpuBomaT k HapymieHHIO
(EepMEHTHBIX CHUCTEM, OcylIecTBIsIFomux npoteonn3 FGF23, mpu X-cuensieHHOM TOMHHAHTHOM
runodocharemuyeckom paxure. M30pirok FGF23 oOycnmaBnuBaeT HapymieHHe peadbcopOIuu
docdaTroB B MpOKCUMAJIBHBIX KaHalbIaX MOYEK, 4TO (OPMUPYET XapaKTEPHbI OMOXMMHUYECKUN
denotun, nposBistomuiics ¢docdarypuei, runopocparemMueit, HU3KUM WIHM HOPMaJbHbIM, HO
HEaJICKBaTHO CHIDKCHHBIM OTHOCHUTENBbHO runodocdaremun ypoHem 1,25(0OH),D3. HecmoTps Ha
TO, YTO K HACTOSIIEMY BpeMeHHu omnmcaHo Oonee 170 myraunmit PHEX-rena (MucceHc, HOHCEHC,
JeTIeuy, CIUIaiic-CalT MyTalliy), OTYETIMBBIE TEHOTHI-(PCHOTUITMYECKHE KOPPEISUH He
OTHCBIBAIOTCSI.

[IpyynHOM AayTOCOMHO-IOMHHAHTHOIO rUnopochareMU4ecKOro paxmra SBISETCA
HETIOCPEJICTBEHHOE BO3HMKHOBeHWEe Mytanuii B reHe FGF23 nHa xpomocome 12pl13.3,
(GopMHPYIOLINX YCTOWYMBOCT (PAKTOPA K MPOTEOIUTUIECKOMY PACILEIIEHUIO.



Bo3HHUKHOBEHUIO ayTOCOMHO-PeNecCuBHOI0 runogocharemnyeckoro paxura
CIIOCOOCTBYIOT MyTallMd B T'€HE JCHTMH MaTpHKCcHOro mporewna 1 (dentin matrix protein 1 —
DMP1) na xpomocome 4Q21 wmu reHe 3KTOHyKiIeoun] mupodocdarasbl/pocdoandcrepassr 1
(endonucleotide pyrophosphatase/phosphodiesterase 1 — ENPP1) na xpomocome 6022-023, Tak xe
CHOCOOCTBYIOIIHME MOBBIIEHUIO KOHLIeHTparmii FGF23.

AyTOCOMHO-pelleCCMBHBI  HacjeAcTBeHHbIH  runodgocdaremuyecknii  paxur ¢
runepkajgbuuypueii paspuBaercs BcieicTBue Mytanuid B reHe SLC4A3 Ha xpomocome 934,
HETOCPEACTBEHHO KoaupyroiieM Hatpuii-¢pochataeiii korpancroprep (NPT2C) moMuHanbHOM
MeMOpaHbl MPOKCUMAIbHBIX KaHAJIbIIEB.

KanHuyeckasi kKapTuHA

3abonieBanne MaHUGECTHPYET B Bo3pacTe 9-13 mecsies.

XapakTepHBbI:

- OrcraBaHue B pocte

- Jlepopmanuy HUKHHX KOHEYHOCTEH (uallle BapyCHBIC), MPOTPECCUPYIOIINE, HECMOTPS Ha
poBeJcHNE NMPOPHUIAKTUKH paxuTa OOBIYHBIMH JJ03aMH BUTamMuHa D.

JIlmarHocTtuka

Benymumu 1a00paTOPHBIMU CUMITTOMaMH FGF23-3aBucumbIxX bopm
runogocharemmueckoro paxura (X-cueruieHHbIH JoMUHAHTHBIA ['®P, ayrocoMHO-TOMUHAHTHBIN
['®P, ayrocomuo-peneccuBHblii ['®P) sBmustorcs: runodocharemus (menee 0,8 MMOIB/M),
docharypust (3B). Kanbiwmii ceiBopotk u 25(0OH)D3 B Hopme, ypoBenb 1,25(0OH),D3 Huzkuit nim
HOPMaJIbHBIN, YPOBEHb MApaTrOpPMOHa HOPMAJbHBIA MM HE3HAYUTENbHO moBbImeH (3B).
OtcyrcTByeT MeTabonuyeckuit aiuao3. [loBbIIeHa akTUBHOCTD 11eNI04HOM docdartassl. [loueunsie
(YHKLUU OCTAIOTCS COXPAaHHBIMHU.

Tabmumna 3.
Juarnoctuueckue kputepun FGF23-3aBucumsix popm runodocpareMuyeckoro paxura
IToxka3arenn X-T'dP
Dochop CHIBOPOTKH Huxe nHopmsl (runodocdaremust)
Ikckpenns pochaToB ¢ MOUOI Beitie HopMbI (pakirorHas skckpenus > 15%)
Kanpuuit ceIBOpoTKH Hopma
OKCKpelys Kalblys ¢ MOYOH Hopma
Dkckpenust Oenka ¢ Mo4oi Hopma
DKCKpeuusi aMUHOKHUCIIOT C MOYOH Hopma
DKCKpenus K036l ¢ MOYOH Hopma
1,25(0OH),D3 Hwxe HOpMBI/HOpMa
25(0OH)Ds Hopma
[Taparropmon Hopwma/He3nauntensHO MOBBIIIEH
KIIC OTtcyTcTBHE METAOOTUYECKOTO allK103a

JudpdepeHunanbHass TUATHOCTHKA

FGF23-3aBucumbie  popmbr  ['®P  HeoOxomumo  muddepeHIUpoBaTh € OOBIYHBIM
BUTaMHH-D-IepUIIMTHBIM PaXUTOM, TUCTATBLHBIM PEHAIBHBIM TYOYJISIPHBIM allMI030M, CHHIPOMOM
®ankonu (ne Tonu-/edpe).

HacnencrBennsiii ['@P ¢ runepkaibimypueil otanyaercsi OT X-CIEeMIEHHOTO JOMUHAHTHOTO
['®P mnossienabiMu  ypoBHsaMU 1,25(0H),D3, 25(0OH)D3;, HHM3KHMM ypOBHEM MaparropMoHa M
BBICOKOM abcopOIueit KanbIus B KUIIICUHUKE.



st 6onpmmHCTBA hopM ['DP cymecTByeT reHeTHYECKOE TOITBEPKIACHHE.
Busyanu3zannoHHasi TMarHOCTHKA
[TpoBoAMTCS C IENBIO ONPEICICHUS BRIPAXKEHHOCTH PAXUTUIECKIX U3MEHEHUH CKeeTa:
1. Pentrenorpadus KucTel, onpeaeraeHne KOCTHOTO BO3pacTa
2. lencutoMeTpus
3.Pentrenorpadus TpyO4aThIX KOCTEH roJIeHe! ¢ 3aXBaTOM KOJICHHBIX CYCTaBOB.
VIIbTpa3ByKOBOE HCCIECIOBAaHHE TOYECK Y HEJCUCHBIX JeTel BCerja B HOpPME, HO B XOJE
nedenus 1,25- muruapokcu-suramuHoM D3 HeoOxoaum nuHamudeckuil KOHTpodab Y3U mouek B
CBSI3U C BOBMOXKHOCTBIO Pa3BUTHS HEPPOKAIBIIUHO3A.
IMoka3aHus K KOHCYJIbTALMHN CIIENHAINCTOB
[Ipy MO3MHO HAYaTOM JICYEHUH YaCTO BO3HHMKACT HEOOXOJMMOCTh B OPTOINEAMYSCKON
XUPYPTUU 17151 yCTPaHESHUS NeopMaIuii HIBKHUX KOHEYHOCTEH.
KoHcynbpTamuss reHeTHKa, C TIelbl0 OOBSCHEHUS 3aKOHOMEPHOCTEH HACICHOBAaHUS W
POTHO3UPOBAHUS PUCKOB MIOBTOPEHHS OOJIC3HH MPU TOCICTYIONINX OEPEMEHHOCTSIX.
[Tpu oTcTaBaHuu B poCcTe, MPH BOZMOXKHOCTH, KOHCYJIBTAIUS TUETOJIOTA.
CxpuHUHT
[TpUMEHSIOT CIIeIyFOIUE METO bl CKPUHHHTA.
e AHaJIM3 POJIOCIIOBHOIA:
- IOUCK CJIyYaeB IMOATBEPKJAEHHOTO 3a00JICBAHUS Y WICHOB CEMbH U POJCTBCHHHKOB.

¢ BhIsIBIICHHE OCHOBHBIX CHMIITOMOB:

- 3aJIepKKa pocTta

- PaXUTONOJOOHBIEC U3MEHEHUS CKeJIeTa.

Jlabopamopnvie Oannvle:

- KUIC (pH xpoBwu, crannaptHelii 6ukapoonat - HCO3', BE)

- OMOXHMMHYECKOE UCCIIeOBAaHUE CYTOYHOM MOYH: onpeneneHue ¢pochaTon

- olpejeseHNe COOTHOIIEHUH (pochaThl/KpeaTuHUH B pa30BOi (BTOPOH yTpeHHEH) NOpLUN
MOYH

- HcclefoBaHue KpoBH: Gpocdop, KalbLiUi, KpeaTUHNH, TapaTrOPMOH, Ieiao4yHas gocdarasza

- Y3U novex, MOYEBOTO My3bIps

IIpumeps! AMarH0308

- [unogpocpamemuueckuii paxum, X-cyennennviii OOMUHaHMHBIUL. XpoHuueckas 0OO0NE3Hb
nouex I cmaous.

- ['unogpocpamemuueckuii paxum, aymocomHo-0OMuHanmusli. Xponuueckas 601e3Hb nouex
1 cmaous.

Jleyenue

CranmaptHass teparmusi FGF23-memuupyembix rumnodocdaremMudeckux paxutoB (X-I'OP,
ayTOCOMHO-OMUHaHTHBIN ['®P, ayrocomnHo-peuneccuBHbiii ['@P) ocHOoBaHa Ha OJHOBpEMEHHOM
Ha3HAUYEHUH HeopraHudeckux (oc(aroB W aKTHUBHBIX aHAJIOroB BUTaMMHA D (darie KaabLUTPUOI;
TaK JXK€ WCIIONb3yeTCs anb(aKalbIMI0d) M HAlpaBieHA Ha KIMHHYECKOE HW3JICYCHUE DPAXMTa,
yAy4IlIeHHe THUCTOJIOTUM KOCTHOM TKaHW. PaHHee Hayajao Jie4eHUs TO3BOJISIET U30exarh
negopmMaruu KocTei.

J103bI U ITUTETHHOCTD JICUCHHUS ONPEEIISIOTCS BRIPAXKEHHOCTHIO PAXUTHYECKIX H3MEHEHUH,
ypoBHeM (ocdaroB B KpOBH, BO3pacTOM MalLMEHTOB. bosee BbICOKME 03Bl IpenapaToB
HE00XO0MMBI B HayaJle Tepauy U B IEPHOABI HHTEHCUBHOT'O pocTa peOeHKa.

Docgham



Ontumanbelbie 10361 QocdaToB He ompeneneHbl. OOBIYHO PEKOMEHIYETCS MepOpaTbHbIN
npuem (ocdara B o3¢ 30-40 MI/kr B aeHb 10 dieMeHTapHOMY (ocdhopy B 4-5 npuemos (3C).
Bo3moxHO moBbIIeHHE 03bI (hocHaTOB B MEPUOABI HHTEHCUBHOTO pocTa (10 55-70 MI/Kr B JCHb
no aneMmeHtapaomy docdopy). llenb — goctmxenue ypoBHs ¢ocdaroB ceiBopoTku 1,0-1,2
MMOJIb/TI. B HacTosmiee BpeMs TNPUMEHSETCS  PacTBOp  HEOPTraHHMYECKHX (pOC(baTOBl
(omHO3amMemeHHbIN docdaT HATpusl 2-BOAHBIA — 5 T M JBYyX3aMelleHHbIH ¢ocdar HaTpus 12-
BoAHBIN — 10 r HA 250 MIT BOJIBI), KOHEUHBIN PacTBOp COAEPKUT 7,44 M anemeHTapHoro ¢pocdopa B
1 M.

B OosblIMHCTBE Cily4aeB HE yJIaeTcsl MOJHOCTbIO HOPMalIM30BaTh ypoBeHb (ocdaToB B
CBIBOPOTKE.

1,25- oueuopoxcu-eumamun D3

ExxenneBnas no3a 0,02-0,05 mxr/kr/cyt (20-50 ur/kr/cyt) B 2-3 npuema (3C). OnTuManbHbIe
10361 He omnpeneneHsl. C 1enplo npenoTBpammeHust GopMUpOBaHUs He(PPOKATBIUHO3a HEOOXO0IM
TUHAMHYECKHM KOHTPOJIb OKCKpELMU KalblMsl C MOYOH, colep:kaHus Kaibius, ¢ocdopa,
AKTUBHOCTH IIENOYHOM ¢ocdarassl B CHIBOPOTKE KpoBH, Y3U mouek. B kauecTBe anbTepHATHBBI
KaJbIUTPUOIY MOXKET OBITh UCIIOJIb30BaH alb(aKaiblUI0II.

Posab JeyeHHsT PeKOMOMHAHTHBIM TOPMOHOM POCTAa OIICHUBACTCSA MPOTHBOPEUUBO.
CylecTByeT €IMHCTBEHHOE paHJIOMH3HpOBaHHOE uccienoBanue Zivicniak M. et al, xoropoe
[I0KAa3aJ0 3HAYUTEIBHOE YJIy4lleHHEe JUHAMUKH pocta y 8 wu3 16 jereil, mnoiayyaBHIMX
pekoMOMHaHTHBII ropMoH pocta (1b,B).

B psge ciywaeB, mpu (popMHpOBaHMM HEOOpPATHMBIX W3MEHEHHH KOCTEH, OKa3bIBaeTCS
HEOOXOIUMOM XUPYpruyecKas KOPPEKIUs, KOTOpas JMAOJKHA MPOBOJUTHCSA TOCIE 3aKpPbITHS
snuU3apHBIX 30H POCTA.

IIpodunakTuka (mepBuYHAas) HE CYIIECTBYET.

Benenue nanueHToB M peaduJIMTAMOHHbIE MEPONPUSITUS

1. B navane Tepanuu, B T€UEHHUE YEThIpEX HEJENb, PEKOMEHAYETCs eKkeHeAenbHbI (1 pa3 B
HEJIENI0) KOHTPOJIb JTAOOpPATOPHBIX TIOKa3aTese, ypoBHeW Kamblus, ¢dochopa, MIEIOIHOM
docdarazpl, mapaTropMoHa B KPOBH, OSKCKpPEIMU KalblHs, (QocpaToB C MOUOM; MO3qHEE -
amMOyJaTOPHBIN KOHTPOJIb POCTA, JIAOOPATOPHBIX JAHHBIX IS ONTHMAJIBHON aJanTalliyd Teparuu
JIOJKEH TIPOBOAMTHCS HE MEHEE YEeThIpEX pa3 B IoJ

2. HeoOXoauMOCTh pagroIOTHYECKOTO0 KOHTPOJIS paxuTa OMpenensercsd KINHUYeCKUMH U
OMOXMMHYECKHUMH KOHTPOJIHHBIMU MTOKA3aTEIIMHU

3. Y31 mnoyek JOHKHO TPOBOAMTHCA He MeHee 1 paza B Tof JUIsl MCKIIOYEHUS
HEPPOKAIBLHO3A.

IIporuos

Tepamus docharom u 1,25(0H);D3 criocoOCTByeT H3/ICUECHHIO paxuTa, CTPYKTypa KOCTHOM
TKaHU TTOJIHOCTHIO HE BOCCTAHABIINBACTCS.

IIPOKCHMAJIbHBIH PEHAJIBHBIH TYBY/IAPHBIH AILIH/I03 (1| THII)
Omnpenesienune

! Bamemenne docdara mpemmournTensuee npoBoauth B (opme Phosphat Sandoz, Tak Kak B OmHOH TabueTke
cozepkurcst 790 Mr nuTpaTa, NpeAoTBPALIAIOIIEro Pa3BUTHE HepOKaIbLUHO3a. TaK e BOZMOXEH IIPUEM IIpernapara
Reducto-spezial (HaTpuiiauruaporendocdar u auHatpuit ruaporenpocdar). OnHako, 06a mpenapara Ha TEPPUTOPUH
PO ne 3apeructpupoBaHsbI.
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IMpokcuMa/ibHBIH peHaNbHBIH TYOyasipHbiii amuao3 (I Ttum) (OMIM 179830) -
3a0o0yieBaHMe, XapakTepusyloleecs HapyimieHueM peabcopbiuu OukapoonaroB (HCO3) B
MPOKCUMAJLHBIX KaHAIBIIAX.

ONuIeMHOJIOTUS

N30nupoBaHHBI MPOKCUMAJbHBIM peHanbHbId TyOynsapHbld aumuno3 (PTA) BcTpewaercs
KpaitHe peako. [laHHbIe O pacpoCTpaHEHHOCTH 3a00JIeBaHMs OTCYTCTBYIOT.

JTHONaTOreHe3

[TepBuunbIii npokcumaibHbld PTA (M3011upOBaHHBIN)

° AVyTOCOMHO-TOMUHAHTHBIN,

° AYTOCOMHO-PEIIECCUBHBIA € MaTOJOTUEW TJla3 M OTCTaBaHUEM B YMCTBEHHOM

pasButun, wmyrauusi reHa SLC4A4 (xpomocoma 4Q21), HapylmieHHE CTPYKTYpbl HaTpHid-
oukapbonaTHoro korpancmoprepa-1  (Na'-COs-cotransporter - NBC-1) 6a3omarepanbHoi
MeMOpaHbl mpokcumansHoro kananeia (OMIM 604278);

. Cnopannyeckuit

- TPaH3UTOPHHIH (HeTcKuii), HEe3peNOCTh HATPUii-BOAOpOAHOTO aHTHmopTepa-3 (Na'-H*
exchanger - NHE-3) anukansHol MeMOpaHbI TPOKCUMAILHOTO KaHANbIIA,
- IEPCUCTUPYIOMINI (B3POCIIbIiA).

Bropuunsiii mpokcuManbblii PTA 00ycnoBneH psgoM 3a0oneBaHWi: IIUCTHHO3, TaJaKTO3EMHS,
rimkoreno3 (tum l), TuposuHemusi, 6ojie3Hb BUiibCOHa, rUNEPHApaTUPEOUAN3M, MEIAYJUIAPHAs KUCTO3HAS
0oe3Hb, BUTaMUH-/[-1eOUIUTHBIA M 3aBUCUMBIH paxWT, MAHMONATHYECKAs TUIMEPKaIbLUYPHS, TepBUYHAS
runepokcanypus, cuaapom Jloy, cuanpom Lllerpena, MHOXecTBeHHass MUEIOMa. Takke MOXKET OBITh BBI3BaH
TOKCUYCCKUM TIMOPAKCHUEM IIPOKCUMAJIbHBIX KaHAJBLUCB COJISIMU TAKEIBIX METAJUIOB, HEKOTOPLIMU
JIEKapCTBEHHBIMH TIpeTIapaTaMu.

B HopMe B mpokcuUMallbHBIX KaHanblax peadbcopOupyercs 10 90% npoduiIbTpOBaHHBIX
6uxap6oHaToB. Beneacreue HapymieHus peabcopOuuu OnkapOOHATOB B MPOKCHMAIbHOM KaHaJbIIE,
OukapOOHATypusi pa3BUBAETCS NMPH HOPMAIbHON KOHIEHTpaluu OMKapOOHATOB B IIa3Me KPOBH.
O10 BenéT K MeTaboJIM4ecKOMY auuio3y HpU OTCYTCTBUU IOJKHMCIEHHS MOYM, HECMOTps Ha
COXpaHHBIE MEXAHU3MBI TUCTANLHOM cexperuu noHoB H'. Kak ToibKo KOHIIEHTpAIMs MIa3MEHHBIX
OnKapOOHATOB CHMYKAETCS HMKE IOPOrOBOTO 3HaueHUs (B OOJBIIMHCTBE ciay4yaeB MeHee 15
MMOJIb/JI, B OTCYTCTBUHM JI€U€HHUs), NpO(UIbTPOBaHHBIE OMKApOOHATHl HAYMHAIOT IOJHOCTHIO
peabcopOupoBaThCs, peaKIis MOYM CTAHOBHUTCS KUCIIOM.

Kaunnveckasi kapTuHa

HauOonee yacto 3a0oneBaHue quarHocTupyercs B Bo3pacte 1 — 18 mecsues

- ayTOCOMHO-/IOMMHAHTHBIN THO — OTCTaBaHUE B POCTE,;

- ayTOCOMHO-PELIECCUBHBIM TUIN — OTCTaBaHHUE B POCTEC, I'Ia3HBIC aHOMAJINU (I‘J'IaYKOMa,
KaTapaKTa), OTCTaBaHME B YMCTBCHHOM Pa3BUTHH,
- TD&HSHTODHBIIZ M.]'Ia)IeH'—IeCKI/Iﬁ THUIT - 3aJICPIKKA pOoCTa, CHMIKCHHUEC allll€TuTa, TONIHOTA,

PBOTA, MM30/IbI ICTHIPATAIIMHA U THITOTOHUH.

JImarnocruka

Juaznocmuuecxkue kpumepuu PTA (3C):

- Merabonuueckuii anumo3;

- pH moum < 5,5 (B ycI0BUAX IEKOMIIEHCHPOBAHHOTO aIlK103a);

- DKCKpelusi aMMOHUS — B HOpPME;

- DKCKpelus [UTpaTa — B HOPME;

- @paknuoHHas  JKCKperus Oukapbonara  Ooiee 15-20% (rpu HCO3
B 1y1a3Me > 20 MMOJIB/J).

10



JAunddepenunanbHasi IMATHOCTHKA

- Cungpom ®@ankonu (e Tonu-/ebdpe);

- JlucTanbHbIi peHaIbHbIH TYOYIspHbId anumo3 (I Tum).

Busyanu3anmoHHasi JMATHOCTHKA

[Ipy mepBUYHOM HPOKCHMAJIBHOM pPEHAIBHOM TyOyispHOM auuzoze Y3M modek Bcerna B
HOpMe.

KoHcyabTanuu cnenuajiucToB

ITo nokazaHusM: o(TaIbLMOIIOT, HEBPOJIOT, TUETOJIOT, TEHETHK.

CKpUHMHT

- KIIIC (pH xposu, HCO3', BE);

- pH cBexeBbIyIIEHHON MOYY;

- OMOXMMHYECKOE MCCIIEOBAHNE CYTOYHON MOYH: TIIOK03a, (hocdaTsl, KalbIlHii, OCIIOK;

- ompezeNieHre COOTHOMIEHUH (ocdaTel/KpeaTHHUH, KAIBLUI/KPEaTHHHH B pa30BOi (BTOPOI
yTpeHHEN ) OpLUUN MOYH,;

- OMOXHMMHYECKOE MCCIEIOBaHWE KPOBM: Kalui, HATpUil, XJIOpUIbl, KaibLui, docdop,
KpEaTUHUH, [III0K033,;

- VY3U noudek, MO4EBOIO Iy3bIpsl.

IIpumeps! 1UarHo3o08

Ilpokcumanvhuviti  penanvuviti myoyaspuoni ayuoo3 (1l mun), aymocommo-peyeccugnboiii.
Xponuueckas 6onesnv novexk 1 cmaousi.

Jleuenne

* buxapoonam  nampus  (pactBop 4%: B 1 w1 - 0,5 wmmonp) uImM
LUTpaTHas CMech (Kalus-HaTpUs TUAporeHUUTpaT - 1 Tab/l MepHas joXKa TpaHyJIUPOBAHHOIO
nopomika - 1,197 r numonno# kucnotsl, 0,967 kamus ruapokap6onara, 0,835 r HaTpusa uurtpara,
uto coorBercTByeT 10,138 MMosIb riuTpaTa) 10-15 MMmonb/kr/cyT (B Tpu-uethipe nprema) (3C).

JleueHMe HOCHUT 3aMECTHUTENbHBIM XapakTep C IEeJbI0 BOCIOJHEHUS OOJBIIMX TOTEpPh
OMKapOOHATOB, TPOBOJMTCS E€XKEIHEBHO M HEMPEPHIBHO, IENb - TOJEP)KaHWE CTaHIAPTHOTO
OukapOOHaTa CBIBOPOTKH Ha ypoBHE 2 1-24 MMOIB/11.

IIpopuiakTuka (mepBUYHANA) HE CYLIECTBYET.

BeieHne nNanueHToOB M peadMINTAMOHHBIE MEPONIPUSTHS

KonTpons KIIC, 35ekTponnuToB KpoBu (Kajuil, HaTpuil, Xxmopuasl) - 1 pa3 B 3 mecsina (moce
noa00pa ONTUMANILHON 103kl OMKapOOHaTa HATPUS)

IIpornos

JnuTenpHas noauienadyrnBaionas tepanus 3pHeKTuBHa, a IpU TPAH3UTOPHOM MJIA/IEHYECKOM
THUIIE BBI3BIBAET OBICTPOE YBEIMUYEHHE POCTa M C BO3PACTOM MOXKET OBITh MpepBaHa 0€3 OMacHOCTH
penrIrBa CHHAPOMA.

CHH/I[POM ®AHKOHH (0oe TOHHU-/IEBPE)

Onpenenenne

Cunapom ®ankonu (ne Tonu-/leOpe) — 3abosneBanue, 00yCIOBICHHOE T'€HEPATU30BaHHON
TUCQYHKIMEH MPOKCUMAJbHBIX KaHANbLIEB, MPHUBOJAIIEH K HapylleHHI0 peabcopOuuun
AMHHOKUCIIOT, TJIIOKO3bI, Kalus, HAaTpHsl, BOJbI, (hochaToB, OMKkapOOHATOB, MOUYEBOI KHCIIOTHI.

ONUAEeMHOJIOT U

[TepBrUHBI TeHETUYECKU-IETEPMUHIPOBaHHbIH cuHapoM DPankonn (OMIM 134600, OMIM
615605, OMIM 613388) BcTpeuaercs kpaiine peako. JlaHHbIe O pacIpOCTPAaHEHHOCTH 3a00JIeBaHUS

OTCYTCTBYIOT.
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JTHONAaTOreHe3

Pazmuarot aBe Gpopmbl 3a00neBaHUS:

- NEPBUYHBIN uWAMONATHYECKUW CUHApOM DaHKOHW, B OOJBIIMHCTBE CIy4acB HOCSIIUN
CIIOPAJIMYECKUM XapaKTep; €IMHUYHBIC CIIydal MOTYT SIBJIATHCS HACJIEICTBEHHBIMH (ayTOCOMHO-
pEeLIECCUBHOE, ayTOCOMHO-JOMHHAHTHOE HACIICOBAHHKE);

- BTOPUYHBINA CHHAPOM MDaHKOHHU, OO0YCIOBJICHHBIA T'€HETHYCCKUMH O0Jie3HSIMH (LUCTUHO3,
rajakTo3eMus, HACJACACTBEHHAs HEMEPEHOCUMOCTh (QPYKTO3bl, TUpOo3uHeMus (tum ), rIMKoreHo3
(tum 1), OGone3np Bunbcona-KoHoBanoBa, MUTOXOHIpHAlbHBIC NUTONATHH, OoJe3Hb JleHTa,
cugapomM  Jloy),  TOKCHYECKMM  JEHCTBHEM  JIeKapCcTB  (FEHTAMMIMH,  TETPAIMKIMH,
AHTUPETPOBHUPYCHBIC TPEMapaThl), COJICH TSHKEIBIX METAJUIOB, OO pa3BHBAIOIIMICS BCIICICTBUE
MEPBUYHOTO aMUJIOU 1033, MHOKECTBEHHON MUEIOMBI M1 HEKOTOPBIX JPYrUX 3a00JICBAHUIA.

HawuooJiee yacToii npuunHoii cuaapoma dankonn y jaereii siBasiercss nucruuos (OMIM
219800), peakoe ayTOCOMHO-PEIIECCHBHOE 3a00JIeBaHUE, KOTOPOE XapaKTEPU3YETCsl HAKOILJICHUEM
KPUCTAJJIOB IUCTHUHA BHYTPU JU30COM M COMPOBOXKIACTCS MPOrPECCUPYIOLIUM IMOPAKEHUEM
MHTEPCTUIUANIBHON TKaHM IOYEK C MCXOJIOM B XPOHHYECKYIO IOYEYHYIO HEIOCTAaTOYHOCTH;
yactoTa BcrpeuaeMocTH ~1:200000 noBopoxaeHHbIx (EBpoma, CIIIA).

JledexT IM30cOMabHOTO MEPEHOCUYHKA MCTUHA — IIUCTHHO3MHA BBI3BIBACTCS Pa3IUYHBIMU
mytanusmu B TeHe CTNS (xpomocoma 17p13). Haubonee gacto BeIsBIIsIeMast OOJbINAs JCIICIUS
reda CTNS mogHOCTBIO HAapyIIaeT ero QyHKITHIO.

Hapymienne Tpancropra HUCTHHA 4Yepe3 JTU30COMAIBHYIO MEMOpaHy BeIET K HaKOIUICHHUIO
[MCTHHA B JIM30COME, CHIDKEHUIO IIMCTHHA U IUCTEMHA B IUTO30JI€, YTO MPUBOAUT K MOBBIIICHUIO
MPOAYKIIMM PEAKTHBHBIX PaJUKAIOB KHUCIOpoAa, BbI3biBaeT uctouienne ATD u crumynupyer
arnomnTo3.

Kinnunyeckas Kapruna

WUudantunbHas ¢opMa HedpomaTuyeckoro IUCTHHO3a MaHH(ecTHpYeT ¢ CHHIpOMa
®ankoHn B Bo3pacTe 6-12 MecsaueB ¢ ObICTpOil Mporpeccueil 10 TEpPMUHAIBHOW CTaIuu
XPOHUYECKOH TMOYEHYHON HEJ0CTaTOYHOCTH (K 8-12 rogam).

IOBenunpHyI0 QopMy HEPpPONMATUUECKOrO IMCTUHO3Aa OTIWYAIOT OoJiee MO3JAHUM JeO0T B
TEUEHUE TMyOEepTaTHOTO TEepUOJa, MEHbIIAs BBIPAXKEHHOCTh KIMHUKU CcHHApoMa DaHKOHH,
MeJIEHHas! IPOrpeccus A0 XPOHUYECKON MOYEYHOM HeaocTaToyHocTH. B3pocnas dopma Oonesnu
MPOTEKAET C U30JIMPOBAHHBIM NOPAKEHUEM IJ1a3.

Cumntomsl cuHapoma @DaHKOHM: TONWYpHUsS, JETHApaTalusi, MbIIIEYHas CJIa0oCTh,
OTCYTCTBHE alllleTUTa, Ioxas MmpubaBka B Bece, 3a/iepKKa pOCTa, PaXUTOMOJO0OHBIE MU3MEHEHUS
CKeJleTa, OTCTaBaHUE B YMCTBEHHOM Pa3BUTHH.

PaHHMMH ¥ TIATOTHOMOHWYHBIMU SKCTPAapEHATBLHBIMH TPOSBICHUSIMH HEDPOTATHIECKOTO
[IMCTUHO3a CUYUTAIOTCS  OTJOKEHMSI KPHUCTALIOB IMCTHHA B  pOroBuile (KeparomaTus),
BBISIBIIIFOIIMECS] CO BTOPOTO TOa KU3HU, B JAITBHEUIIIEM MOTYT TIOPaXXaThCs YHJIOKPUHHBIE OpPTaHbl
(rumotupeo3, caxapHbli auaber, THMoroHaau3sM (y MalbYMKOB)), HEpBHAs CHCTEMa
(HelipoMHONaTHs, OIUJICTICUS, MO3)KEYKOBbIE W THUPAMHUIHBIE PACCTPOMCTBA, OTCTaBaHHE B
YMCTBEHHOM Pa3BUTHH ), I€YEHD U MOKENyI0UHAs jKele3a.

J{marnocruka

Kpumepuu ouacnocmuxu cunopoma @anxonu (3C):

- Merabonuueckuit ammpo3 (mpoxcuManbHbli  PTA  co cHuKEHHMEM  ypOBHS
CTaHIAPTHBIX OMKAapOOHATOB HIKE 18 MMOJIB/M);
- T'enepanmzoBaHHas aMHUHOALUAYPHUS;
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- IIporeunypus (HeOOIBIIAS WK YMEPEHHAs);
- I'moxosypus;
- @ocharypus;
- T'umodocdaremus;
- 'unokanuemus, THIIOHATPUEMUS;
- T'umoypukemus;
- Tlomuypus;
- Paxur.
Kpumepuu oOuacnocmuku Hegponamuueckozo0 UUCMUHO3A, KAK RPUYUHDBL
cunopoma @ankonu (3C):
- OGHapyXeHHE KPUCTAJIJIOB LINCTUHA B POTOBULIE IIPU ITOMOLIY 1IEJIE€BOM JIAMIIBI,
- 3mepenue conepxaHus UCTUHA B JIEUKOLIUTAX;
- Ananu3 Ha Haimmuue mytanuil B reae CTNS.

AnddepeHnuanbHass IMATHOCTHKA

CoudeTraHHOE TMOBPEXKICHHE MHOTUX MapIUAIBHBIX (YHKIUI MPOKCUMAIbHBIX KaHaIbIIEB
omnyaer cunapom @Dankonu (me Touu-IIeOpe) oT mpyrux TyOynomaTHii (IMPOKCHMAIBHOTO H
muctansHoro PTA, penansHoro runodochareMudeckoro paxmra).

BusyanunzanmoHHasi IMarHOCTHKA

BusyanuzannoHHble HCCIIEIOBaHUS HE WIPAIOT BAXKHOM pPOJIM B IMOCTAHOBKE COOCTBEHHO
nuarHos3a cuaapoma @ankonu (ne Tonu-/lebdpe).

IToxa3aHus K KOHCYJIbTALMH CHIELNAINCTOB

C 1enpl0 HCKIIOYEHHS HEPPOMATHUECKOro LUCTUHO3a, Oone3Hu BuibcoHa, Kak MpHYUH
cuaapoma @ankonu (me Tonm-/lebpe), mokazaHo oQTaTEMOIOTUYECKOE OOCIEAOBaHUE C
MPUMEHEHUEM IIeNIeBOM JaMmbl (OOHapYKeHHE OTJIOXKEHHH KPUCTAJUIOB LHUCTHHA B POTOBHIIE,
kosnen Kaitzepa-®neitepa). Tak e ompaBaaHa KOHCYIbTalus o(TaipMoiora Ipyu MOJ03PEHNUN Ha
rajlakTo3eMHUI0, CUHApoM JIoy (BpoXKI€HHAs KaTapakTa).

VY nmanueHToB ¢ LHUCTUHO30M IPU MOSIBICHUU MPU3HAKOB AHIOKPHUHOJIOTUYECKON MaTOJIOTUU
MOKa3aHa KOHCYJIbTallusli DSHJAOKPUHOJIOTa, B KOHEYHOW cTaguu OOJIE3HH — KOHCYJIbTALUS
TPaHCIJIAaHTOJIOTA.

KoHcynpTanuss reHeTHka, ¢ 1elbl0 OOBSCHEHUS 3aKOHOMEPHOCTEH HacieloBaHUs |
IPOTHO3UPOBAHUS PUCKOB MIOBTOPEHUSI OOJIE3HH.

CxpuHHHT

e KIIIC (pH xposu, HCO3, BE);

e pH cBexeBBIMYNIEHHON MOYH;

e OMOXMMHYECKOE HCCIIEJOBAaHHE CYTOUYHOW MOYHM: TUTPYEMbI€ KHCIOTHI, aMMOHUH,
Kanblui, Gocdatel, TII0K03a, 00K, AMUHOKHUCIIOTHI, KAJIHIA;

®  OmNpeJeNeHHe COOTHOIIECHUN KalbIMii/KpeaTuHuH, (ocharbl/KpeaTHHUH B Pa30BOU
MOPLUU MOYH (BTOpast YTPEHHSIS TOPIHs);

e OHMOXMMHYECKOE HCCJIEIOBAHHE KPOBU: KaJIMi, HAaTPUH, XJIOPHIBI, Kaablluid, Gocdop,
KpeaTUHUH, TJII0K03a,

e  V3U noyek, MO4YEBOTO My3bIPS.

IIpumeps! AUar€o3oB
Hegponamuueckuti  yucmunos. Bmopuunsiti  cunopom Oe  Tomnu-/lebpe-DankoHu.
Xponuueckas 6oneznusb novex 1 cmaous. Omemasanue uzuyeckoeo pazeumusl.
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Jleuenne

[Tpu cungpome DaHKOHW OCHOBHBIC JICUEOHBIC MEPOIPHUSTUS HAMPABICHBI HA KOPPEKITHIO
KaHAJIBIEBBIX TIOTEPH KUIKOCTH U DJICKTPOJIUTOB!

- adekeamHas pezudpamayus — TPUEM BOABl JIOJDKEH COOTBETCTBOBATH JUYpE3y U
KOPPUTHPYETCS TIPH BO3PACTAHHUH IKCTPAPCHATBHBIX MOTEPH KUIKOCTU

- KoppeKkyus mMemaboiuyecko2o ayuoosa, eunonampuemuu — oukapoboHat HaTpus (pacTBOp
4%:

1 M1 — 0,5 mmons) 10-15 mmomns/kr/cyr (B Tpu-dyersipe npuema) (3C), meib - MOAAEpIKAHHE
CTaHJapPTHOTO OMKapOOHaTa CHIBOPOTKH Ha ypoBHE 21-24 MMOJIB/JI

- KOppeKkyus sunokaiuemuy — npenaparsl kanus 4-10 MMob/Kr/cyT (B TpU-YEThIpE TpHUeMa)
Clo)

- Koppekyus eunogocpamemuu - ONTUMAIBbHBIE 1036l (pochaToB HE OmMpeneNeHbl, 0OBIYHO
peKOMeHIyeTCsl TepopalbHbiid mpueM (ocdara B mo3e 30-40 Mr/Kr B JIeHb IO AJIEMEHTApPHOMY
docdopy B 4-5 npuemon (3C). BozmoxkHO noBbIeHne 10361 HocaToB B MEPHOIbl HHTEHCUBHOTO
pocta (mo 55-70 mr/kr B AeHb Mo aneMmeHTapHoMy (docdopy). Llens — mocTmkeHue ypoBHS
docharoB ceBopotrkn 1,0-1,2 wmmons/n. B Hacrosiiee BpeMsi [PUMEHSIETCS  PacTBOP
HEOPraHUYECKHUX (1)00(1)21T0132 (omHo3amemieHHbIH  GocaT HaTpus 2-BOJHBIK — 5 T H
IByx3aMelnieHHbIi Gocdar Hatpus 12-ogmbiii — 10 r Ha 250 M BOJBI), KOHEYHBIH PacTBOP
conepxkut 7,44 mr anementapHoro ¢gochopa B 1 mit.

- nasnavenue 1,25(0H),D3 - 0,02-0,05 mxr/kr/cyt (20-50 HI/Kr/CyT) B HECKOJBKO MPHUEMOB
(3C), ¢ nenbio nMpoduIaKTHKH HEDPOKATBIIMHO3a - THHAMHYCCKHI KOHTPOJIb SKCKPEIUH KAJIBIIUS C
MOUOMi, copepkanus Kanblus, Gochopa, akTUBHOCTH IENIOUYHOM docdara3sl B CHIBOPOTKE KPOBU,
V31U nmowek. B kayecTBe anbTEpPHATHUBBI  KaJbIUTPUONY MOXKET OBITh  HCIIOJIb30BaH
asb(akaabIUI0I.

[Tpu HemocTaTOyHOU 3(PPEKTUBHOCTU BBIIECHEPEUUCICHHBIX JI€YEOHBIX MEPOMPUSATHI 10
MPEIOTBPAIICHHUIO MTOTePh BOJBI, Kanus, HaTpus - uaaomeranus 0,5-1,5 mr/kr/cyt (B ABa mpuema),
OOBIYHO MPUMEHSETCS 10 2-JIETHEr0 BO3pacrTa.

Cnemuduueckass Tepanusi HeOpPOMATHIECKOTO I[HMCTHHO3a TMPOBOJUTCS IPETaparoM,
conepxantum rnucteamuna outaprpat (Cystagon) (3C).

Jleyenne HaumHaercs ¢ HU3KOW 103wl 0,2 r/Mz/cyT, P XOpOIIEH NEPEHOCUMOCTH CIIEIYET
MOCTENEHHO YBEJIIMUMBATh 103y B TeueHue 4-6 Henenb 10 nenesoi 1,30 r/M° (mms marueHToB 10 12
7eT) u 2 r/cyT (14 manueHToB crapiie 12 net, mpenapat HeoOX0IUMO MPUHUMATH KaX ible 6 4acoB
(3C). MakcumaiibHas J103a He JOJDKHA MpeBbIarh 1,95 F/MZ/CyT.

O} PeKTUBHOCTh ACUCTBUS MHCTEAMUHA KOHTPOJHUPYIOT TO OMpPEIETICHHUIO KOHIICHTpAIuil
IIICTUHA B JieliKkormTax (He 6onee 0,5 HMOJIb IIMCTHHA HA MUJUTUTpaMMm Oernka) (1B).

PanHee Ha3zHayeHHe LHMCTEAaMUHA CHOCOOCTBYET 3aMEUICHHIO TOYEUHBIX (DYHKIHH,
IpeoTBpaIaeT SKCTpapeHaIbHbIe MOpakeHus: opraHoB u yiyuiaet poct (3C). Jlist pacTBopeHus
KPHCTAJUIOB IMCTHHA B POTOBHIIE MPUMEHSIOT Karuti, coaepkariue nucreamun (0,5% - He menee 4
pas/cyt) (He 3aperucTpupoBaHbl Ha TeppuTopun Poccuiickoit @enepariuu). C 11e1bI0 BOCIIOTHEHHS
MOTeph KapHUTHUHA TpUMEHseTCs L-kapHUTHH B 7103 50 MI/KT/CyT (B UeThIpe mpruemMa).

2 Bamemenne (ocdara mpemmoOUTHTENbHEE HPOBOAMTH B (opme Phosphat Sandoz, Tak Kak B OHON TabneTke
cozepkurcst 790 Mr 1MTpaTa, NpeAoTBPALIAIOIIEro Pa3BUTHE HePpOKaIbLMHO3a. TaK e BO3MOXEH IIPUEM IIperapaTa
Reducto-spezial (naTpuitaurunporendocdar u auHatpuii ruaporendocdar). OnHako, 0ba mpenapaTa Ha TEPPUTOPUH
PO ne 3apeructpupoBaHsbI.
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Koppekuusi 6e1KOBO-?HEPreTHYECKO HEJOCTaTOYHOCTH 4acTo TpeOyeT JOMOJHUTEIHHOIO
SHTEPAIILHOTO MHUTAHUS Y€pe3 HA30TacTPaIbHBIM 30HA WM racTPOCTOMY, KOTOPBIE TAaKKE€ MOTYT
OBITh UCIIOJIB30BAHBI JUIsl BBEICHUS JIEKAPCTBEHHBIX IIPENAPATOB, B CIIy4ae 0TKa3a peOeHKa.

IpopunaakTuka (mepBUYHANA) HE CYIICCTBYET.

Benenue nanueHTOB U peadUIUTALMOHHBIE MEPONIPUATHS

1. Kontposns KIIC, ChIBOPOTOUHBIX YPOBHEH KpeaTWHWHA, Kallus, HATPHUsA, XJIOPHIOB,
kanbius, ¢ocdopa - 1 pas B 3 Mecsana (mocie moadopa ONTUMAIBHBIX /103 OMKapOOHaTa HATPHS,
npernapara Kaiusi, pocdara, KaabIUTPUOIA WK aTb(aKaiblinmI0a)

2. Pagnonoruveckuii KOHTPOJb paxuTa OINpeAesseTcs] KIMHUYECKUMU U OMOXMMHYECKUMU
KOHTPOJIbHBIMU TTOKA3aTeISIMU

3. Y31 mouek [MOKHO TMPOBOAUTHCS HE MeHee | pa3 B TroJ Ui HMCKIIOYCHHUS
HEPPOKAITBLIHO3A.

IIporuos

[IporHo3 3aBHCHT OT mNpuYHHBI, 00ycrnoBuBLIed cunapom Pankonu (ne Tonu-Iebpe),
TSYKECTHU MMOYEUHBIX U SKCTPAPEHAIbHBIX MTPOSIBICHUM.

Nnnonatudeckuii cuaapom Pankonu (ne Tonu-Jledpe) MOKET MPUBOIUTH K XPOHUUYECKOU
MOYEYHON HEAOCTATOYHOCTHU B MOAPOCTKOBOM WJIM B 3PEJIOM BO3PACTE.

Hedponarnuecknif 1HUCTHHO3 BEAET K XPOHUYECKOW TMOYEYHOM HEIOCTATOUYHOCTH,
HapyILICHUAM 3pEHMs, TUIIOTHPEO3y, NPOTPECCUPYIOIIUM HEBPOJIOIMUECKUM PacCTpPOMCTBaM,
muonarud. PaHHee Ha3zHaueHHMe creUU(UUECKOM Tepanmuu LUCTUHO3a I103BOJISIET OTCPOYUTH
HACTYIUICHHE XPOHUYECKOH MMOYEYHON HEJOCTATOYHOCTH M YIYUIIUTh (PU3UIECKOE Pa3BUTHE.

PEHAJIBHAA I'JTIOKO3YPHA

Omnpenesienne

PenanpHas rimoko3ypust — 3a001eBaHie, 00yCIOBIEHHOE HapyIIEHUEM TPAHCIOPTa TIIFOKO3bI
B MIPOKCUMAJIbHBIX KaHAIbLAX TOYEK, IIPH HOPMATBHOM YPOBHE TJIFOKO3BI B KPOBH.

NuAeMHOJIOT U

[Toxazarenu pacnpocTpaHeHHOCcTH BappupytoT oT 0,6% no 6,3%, B 3aBUCUMOCTH OT
JIMarHOCTUYECKUX KPUTEPHUEB, UCIIOJIb3YEMBbIX JJIsl TOCTAHOBKH JMArHo3a CEMEWHOW peHaIbHOW
TITFOKO3YPHH.

ITHONATOreHe3

o AyTOCOMHO-10MHHAHTHOE HacieaoBanue (tum A) (OMIM 233100) - myranus reHa

SLC5A2 Hatpwmii-ritoko3Horo korpancnoprepa-2 (SGLT2), xpomocoma 16p11.2;

J AyTtocoMHo-perieccuBHoe HacnenoBanue (tun B) (OMIM 606824) - myrarus reHa
SLC5A1 Hatpwmii-riroko3Horo korpancnoprepa-1 (SGLT1), xpomocoma 22012.3.

B ¢u3nonornvyeckux yciaoBUSX TIIHOKO3a MOJHOCTBIO peabcopOupyercs B MPOKCUMATbHBIX

KaHablax. PeabcopOImss OCHOBHOW MacChl TIIFOKO3BI TMPOHMCXOIAWT B S; W S; cerMeHTax mpu

Y4aCTUU MTOYEYHO-CIEIU(PUIHOTO HATPUK-TIIFOKO3HOTO TPAHCTIOPTEPA-2 TIOMUHATBHONH MEMOpaHBI.
OcTtaBmiasicss 4acTh TJIOKO3BI yaaiseTcss w3 ¢GuibTpaTa B S3 CErMEHTE TMOCPEICTBOM HATpPHIA-
[JIFOKO3HOTO TpaHcnoptépa-1. TOT TpaHCHOPTEP TaK K€ MPUCYTCTBYET M B TOHKOM Kulke. Kak u
Ipyrue MeMOpaHHBIE TPAHCIIOPTHBIE CHUCTEMBI, TPAHCHOPTEPHI TIIFOKO3bBI HMEIOT Tpee
HACBIIITa€MOCTH. HpI/I CHMXXCHUHM ITIOYCYHOI'O IMopora ajd TJIHOKO3bl, HCCMOTpPSA Ha HOpMaHBHLIfI
YpOBEHb caxapa B KpOBU, MOSBIIAETCS PeHaJIbHAs TIIIOKO3YPHUSL.

Kinununyeckass kKapTuHa
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MyTtauuy B T€HE, KOJIHUPYIOIIEM HATPUM-TIIOKO3HBIA TpaHCIOPTEP-2, NPUBOIAT K
U30JIMPOBaHHON peHanbHOM rimoko3ypun (tun A) (OMIM 233100), motepu TIIFOKO3bI ¢ MOYOU
BapbUpYIOT OT 2 1/cyT 10 30 r/cyT.

Myranuu B TEHE, KOAMPYIOUIEM HaTPUH-TIIOKO3HBIH TpaHcnopTép-1, cmocoOCTBYIOT
Pa3BHTHIO CHHAPOMA TJIIOKO30-TaJlakTO3HOW Manbadcopouuu (OMIM 606824). 3aboneBanue
XapaKTepU3yeTCsl pacCTPOICTBOM KHILIEYHOI'O TPAHCIOPTA TIIIOKO3bI M TAJIaKTO3bl B ACCOLIMALIUU C
[IIIOKO3ypuel, HedpokalbUuHO30M/HePponuTiazoM. OCHOBHBIM —KIMHHUYECKUM CHMITOMOM
ABIISIETCS. BOJSIHUCTAS JTMapesi, COMPOBOXKAAIOIIAICS OTCYTCTBHEM IMPUOABKU B Bece, MPU3HAKAMHU
00€e3BOKMBaHUA.

JImarnocruka

JlnarHocTuyecKkne KpuTepun peHaabHoii riaoko3ypuu (3C)

* YpOBEHB INIIOKO3bI B KPOBU — B HOPME;

* DKCKpelus TII0KO03bl C MOYOH — MOBBIIIEHA (TJIFOKO3YpHs).

AnddepeHnuanbHass IMATHOCTHKA

- CaxapHblii quaber;

- Cunnpom ®ankonu (ne Tonu-/ledpe);

- Mennutypuu (ranakto3ypus, GpyKTo3ypHsi, TaKTO3ypusi, IEHTO3YpHUS).

BusyanunzanmoHHasi IMarHOCTHKA

BusyanuzanuonHsle HccleoBaHHUA HE TpeOyroTCs MpU  H30JIMPOBAHHOM pEHaIbHOU
rimoko3ypun (tum A). TlocraHoBka JuarHo3a TIIFOKO30-TJIAKTO3HON ManbabcopOuuu (tum B)
Tpebyer npoBeaenus ¥Y3U nouek, ¢ nenbio BesiBlicHHs Hedpokanbiuaosa (3C)

KoncyapTanum cnenuuajiucron

[Tpyu n30mMMpoBaHHON pPEHANBHOM TIMIOKO3YpHUH (TUN A) KOHCYJIbTAllUM CHEIMAIMCTOB, Kak
npaBuiio, He TpeOyrores. I1o mokazaHusM — KOHCYNIbTAIMs T€HETHUKA, TUeTOJI0ra, S3HJOKPUHOJIOra.

CxpuHHHT

e 00mIMiT aHaIM3 MOYH (TJIFOKO32)

¢ KIIIC (pH xposu, HCO3', BE)

® GMOXMMUYECKOE MCCIIEJOBAHNE KPOBU: TJII0K03a, KaJIui, HATPH, XJIOPH/Ibl, KPEaTHHUH

¢ Y31 novex, MOYEBOTO My3bIPS.

IIpumeps! AMarHo308

1. Penanvnas enoxosypus, mun A

2. I nroko30-eanakmosnas manvabcopoyus, mun B. Bmopuunvlli Heppokanibyunos.
Xponuueckas 6one3nv novex 1 cmaous.

Jleuenne

» W3onupoBaHHas peHalbHAs TIOKO3ypus (TUT A) - HET HEOOXOJUMOCTH B CHEIUATHFHOM

JedeHUH. B cilyuae BBIPaXCHHOH TIFOKO3YPUH M BO3HUKHOBCHHUHU TMPEXOMASIICH THITOTJIMKEMHU
HeoOXxonuma  Oorartas — yryieBOJaMd  JUeTa  JUIi  BOCIHOJHEHHS — TOTeph  caxapa
¢ moyoii (3C);

* Ilpu riIIOKO30-TaJaKTO3HOM CHHJApPOME MajbaOcopbumu (tun B) 1o ku3HEeHHBIM
MOKAa3aHUsM MIPUMEHSIETCS JUeTa, MOJHOCThIO UCKIII0YAIOIasi CMECH, OBOIIHU, (PPYKTHI, MOJIOYHbBIE U
JIpyTrue NpOaYyKThl, COAEpIKAIINe TII0KO3Y U rajJaKTo3y.

IIpopuiaakTuka (mepBUYHANA) HE CYIIECTBYET.

Benenue nmanueHTOB U peadUINTALMOHHBIC MEPONIPUATHS

HabGnronenue nanueHToB ¢ M30IMPOBAHHON PEHAIBHOM TITFOKO3YpHEl He TpeOyeTcs.

IIpornos
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[IporHo3 GnaronpusiTeH B Crydae H30JIMPOBAHHON PEHATBHOU TITIOKO3YPHH.

TYBYJIONNATHUU NIETJIA 'EHJIE

CHH/IPOM BAPTTEPA

Omnpenesienune

Cunapom baprrepa — ayrocOMHO-pelieCCHBHOE 3a00JIeBaHUE, 00YCIIOBIIEHHOE JIePEKTOM
peabcopOIuy HATPHUsl U XJIOPHUIOB B TOJICTOM BOCXOSIIEM KoJyieHe meTiiu ['eHie, s KOToporo
XapaKTEepPHO pa3BUTHUE THUIOKATUEMHH, THIIOXJOPEMUH, METa0OJIMYECKOro —aikaio3a H
THIIEPPEHUHEMUYECKOTO TUTIEPAIbIOCTEPOHHU3MA.

ONuIeMHOJIOT U

CunnmpoMm baprrepa sBisiercs KpaiiHe peakuM — 3a0oiieBaHueM. ToOdYHas dYacTtoTa
BcTpeyaemoct B Poccun u Coeaunennbix [Itatax nenssectHa; B [lIBenuu - 1,2 ciyvas va 1 mutH
YEJIOBEK.

JTHONaToreHe3

* HeoHnarajbHblii cunapom Baprrepa (tunm 1) (OMIM 601678) - myranus rena NKCC2
(mokyc SLC12Al1, xpomocoma 15021.1), nepBuuHBIi AedeKT HATPHI/KAIHHA XJIOPHUIHOTO
kotpancnoprepa (Na-K-2CL) Tosctoro Bocxosmero kojieHa netiu [ 'exie

* HeonaraabHblii cunapom baprrepa (tun 1) (OMIM 241200) - myranus rena ROMK
(moxkyc  KCNJ1, xpomocoma  11024.3), wnapymenue ¢ynkuun kanama ROMK

(AT®-9yBCTBUTENBHBINA PEKTUGUIMPYIONINA KaTUEeBBI KaHaJl) TOJICTOTO BOCXOJSIIETO KOJIEHA
netiu ['enne

» Kuaaccuueckuii _cunapom Baprrepa (tum IIl) (OMIM 607364) - wmyramus reHa
CLCNKB (1p36.13), nedexr crpykrypsl kaHasa CLC-KDb (moueuno-criennpuyHbii XIOpUAHBIII
KaHaJ1) TOJICTOTO BOCXO/ISIIEro KoJjieHa neTnu I enne

= HeonaraabHblii cuHapoM baprrepa, accOUMMPOBAHHBIA ¢ CEHCOHEBPAJLHOH
Tyroyxocrsio (tun 1V) (OMIM 602522) - myranus reaa BSND (1p32.3), HapyiieHue cTpyKTypbl

MeMOpaHO-CBsI3aHHOM cyObenuuuilbl Xaopuaabix kanainoB CIC-K (CIC-Ka, CIC-Kb)
[pu tne | HeoHaTanpHOro Bapmanta nepsuuHbli nepext Na'-K'-2CI™ -korpancnoprépa

IPUBOIUT K HApPYLIEHUIO peabcopOIuu HAaTpUsl B TOJCTOM BOCXOJAIIEM KOJIeHE netTiu I'ense.
[Toreps HaTpus BEOET K CHIDKEHHIO BHYTPHUCOCYIUCTOTO OOBEMA, aKTHUBAIMHM TPOIAYKIUH
pEHMHA U albJIOCTEPOHA, IOBBIIICHUIO (PPAKIMOHHOW SKCKpELMH Kalus C MOCIeaAyroIen
TUIOKATHEMHUEH U METa0OIMYECKUM aTKAI030M.

[Tpu THne 2 HeoHaTANbLHOTO BapHaHTa HapyuieHue ¢pynkuuu kanana ROMK npensitctByer
BO3BPALICHUIO PeabCcOpOMPOBAHHOIO KalMs B MPOCBET TOJCTOTO BOCXOSIIETO KOJEHa MEeTIH

Tenne, uto camkaeT Gyrkmmo Na'-K'-2Cl" -kotpancroprépa.

[Ipu HeonaTtambHOM BapuaHTe cuHApoma bapTTepa pa3BuUBaeTCs TUIEPKAIBLUYPUS U
He(POKATBLUHO3.

Knaccuueckuii BapuanT (tun Ill) compoBoknaercss HapylleHHEM TPaHCIOpPTa XJIOPUIOB

yepe3 OazosarepalibHyI0 MeMOpaHy OOpaTHO B LHUPKYIALHUIO, YTO BEAET K TUIIOBOJIEMUU U
nocJyeyrouein aKTHUBalUU PEHUH-aHTUOTEH3UHOBOM CHCTEMBI c pa3BUTUEM
TUIIOKAJTMEMHUYECKOT0 METa00JINYECKOT0 ajIKaio3a.
HedpoxkanbinHo3 0TCYyTCTBYET.
Kinununuyeckass kapTuHa
e [louruipaMHHOH,;
* Huzkas macca Tena npu poKJIeHHUH;
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* BrlpaxeHHast NOJIMYpHS C SMU304aMU TsDKEJION AeTuIpaTali,
¢ JIuxopanka;
* JTuapes,
* MplieyHas rTUIOTOHMS,
e Cynopord.
JInarsocruka
Ocnosnvie ouaznocmuueckue kpumepuu cunopoma bapmmepa (3C):
- TUIIOKAJINEMUS,
- TUIIOXJIOPEMUS,;
- TUIIOHATPUEMMUS,
- METa0OJIMYECKUM aKaos;
- TUIEpKaJIbLINypusi (HEOHATAJIbHBIN BapHUaHT);
- HepOKaIbIIMHO3 (HEOHATAJIHHBIN BapUAHT);
[Ipu knaccuyeckoM BapuaHTe CUHIPOMa HEPPOKAIBIIMHO3 OTCYTCTBYET.
AnddepeHnuanbHass IMATHOCTHKA
HuddepeHunanpuplii  AMarHo3 MOPOBOAAT C  CcUHApoMoM ['urenbmaHa, ceMelHOM
TUIIOMarHe3eMuen c TUIepKaNbIuypUeii/HeDPOKATBIIUHO30M, BCEMU cly4yasiMu
TUIIOKAJIMEMUYECKOTO aJIKajao3a, OOYCJIOBIEHHOIO H30BITOYHBIM IMPUMEHEHHEM IIETJIEBBIX WIN
THA3UIHBIX JTUYPETHKOB, PBOTOM, KHIIEYHOM IOTEPEW HATPUsS M Kalus, IIOTEPEN XJIopuaa 4epes
KOXY IIPY MYKOBHUCIIH/I03€.
BusyannzanmoHHasi IMarHOCTHKA
[TocTaHOBKa KJIaCCHYECKOTO, JIMOO HEOHATANBHOTO cuHApoMa bapTTepa TpebyeT mpoBeneHus
V3U nouek, ¢ 11eNbI0 BhIABICHHS He()pOKaIbLIMHO3A.
IToxa3anus K KOHCYJIbTALMH CIICHHAINCTOB
Kak mnpaBuio, KOHCYNbTallUM ApPYTUX CHEHUANIUCTOB He TpeOyrorcs. [lo mokazaHusM —
KOHCYJIbTAllMM T€HETHKA, TUETOJIOTa, SHJOKPHUHOJIOTA.
CKpHMHHHT
e KIIC (pH xpoBu, HCO3', BE)
® OIlIpe/ieTIeHNe COOTHOIIECHUS KaJIbLIUI/KpEaTUHUH BO BTOPOU yTpEeHHEHN NOPILUHU MOYH
e OMOXMMHYECKOE HCCIICIOBAHWE KPOBH: KM, HATPUM, XJOPUIBI, KaJbI[UH, MarHWi,
KpeaTUHHUH
e Y3U nouek, MOUEBOTO My3bIPS.
IIpumeps! AUar€o3oB
- Cunopom Bapmmepa (mun 1), xnaccuueckuti eéapuanm. Xponuueckas 6onesnv novex 1
cmaous.
- Cunopom bapmmepa (mun 1), neonamanvnvii éapuanm. Xponuueckas 6one3nsb nouex 1
cmaous.
Jleuenne
- YerpaHeHue AeruIpaTaliy IMyTeM MPOJODKUTENbHBIX HH(Y3HH H30TOHUYECKOTO pacTBOpa
XJIOpUJla HATpUs M BOCIOJIHEHHWE HEJOCTaTKa XJIOpHUJa Kajus, WHOI/Ia B COYETaHUH CO
crponosiaktonoM (3C).
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- JleyeHne MHAOMETAIIMHOM MOXET OBITH HAa4daTO HE paHee 4-6 Hexenu KU3HLS. OObYHAS
no3a 0,5-1 mr/kr B nens (B 3-4 mpuema) OOBIYHO JOCTATOYHA Uil YCTPAHEHHS THMIIOKAJIHEMUU U
MeTa0OIMUECKOro alkano3a 0e3 MOCIeAyIONIero BBeACHUs xyopuaa Kanusa. VHorma HeoOxoammo
JaJIbHEHIIICE MOBBIIIEHNE 10361 10 2-3 Mr/kr B aeHb (3C).

Jleyenune Ha3HAYaAIOT MOKU3HEHHO.

IpodunakTuka (mepBUYHAS) HE CYIIECTBYET.

Benenue nanueHTOB M peadUIUTAMOHHBIE MEPONIPUATHS

Kontposns KIIC, snekrposmToB (Kaauii, HATpPUi, XJIOPHABI), KaJbIMs M KpeaTHHHHA
CBIBOPOTKH - 1 pa3 B 2 mecsiia (mocie nogdopa onTUMAalIbHOM 1036l HHIOMETAIMHA).

V31 nouek - He MeHee | pasa B roj IMOCJIE YCTaHOBJIEHMS JUarHo3a HEOHATaJIbHOI'O
cunapoma baprrepa.

IIpornos

B OonmpmmHCcTBE citydaeB OnaronpusaTHbIA. VHTEUIeKTyanpHOe pa3BuTHE HE cTpagaetr. [lpu
HEOHATaJIbHOM CHHIApoMEe bapTrepa rumepkanbluypusi coxpaHsieTcs, He()pOKaIbLUHO3 MEIJICHHO
MPOrpeECCUPYET, NPUBO/IA K IOUEYHOM HETOCTATOUHOCTH.

JUCTAJIBHBIE TYBYJIOITATUHA

CHH/I[POM T'HTEJIPMAHA

Omnpenesienune

Cunapom  I'mrearbmana (OMIM  263800), cemeliHas — TUMOKaJIMEMUYECKas
THIIOMarHe3eMusi, COJbTEpsIomas TyOyJomaTusi, XapaKTepU3YIOINascs TUIOMarHe3eMuei,
THITOKAJBIIMYPHEH ¥ BTOPHUYHBIM aJbJOCTEPOHU3MOM, KOTOPBIH NPUBOJUT K Pa3BUTHIO
TUIMOKATHEMUHN U METa0OIMUECKOMY alIKaio3y.

ONUAEeMHOJIOT U

PanpoctpaneHHOCTh O0JIe3HH - OKOJO 25 ciay4yaeB Ha 1 MIIH 4eJIOBEK; B €BpPONEOMIHON
HOMYJISIUH PaclpOCTPAaHEHHOCTh I'eTePO3UToT - 0koi0 1%.

JTHONATOreHe3

XapakTepeH ayTOCOMHO-PEIICCCHBHBIN THII Iepeaaun — MyTanus Tena B jJokyce SLC12A3 na
xpomocome 16q13. T'em komupyer Tuasua-uyBctButenbHbeii Na'-Cl xorpancrmoprep (NCCT)
JIVICTATBHBIX U3BUTHIX KAHAJIBIICB.

Jedexr Na'-Cl-xorpancroprepa mpuBoauT k cHukeHuio tpancrnopta NaCl B mucrampHbIX
U3BUTBHIX KaHAJIbLAX C IMOCIHEAYIOIIUM pa3BUTHEM THUIOBOJIEMHUH M CTUMYJSIHMEH pEeHHH-
IBJJOCTEPOHOBOM CHCTEeMbl. BO3HMKAIOT THUIMOKATUEMHs, THIOMArHe3eMuss M MeTa0OIMUeCKUi
QJIKaJo3.

Kinununuyeckass kapTuHa

B TeueHne mmTesHOTO BpeMeHH 3a00JIeBaHIE MOKET MPOTEKATh OECCUMITTOMHO, U3pEIKa
HaOJTFOTat0TCS STTU30/1bI TNXOPAIKH, PBOTHI, O0JICH B )KUBOTE, MBIIIEYHON CITA00CTH, TETAHUH.

JImarnocruka

OcHnoBuble guarnoctuyeckue kpurepun (3C):

® THITOKATAEMHUST,;

® MeTa0OMUYECKUH allKao3;

® FHIIOMarHe3eMus;

® Ilpumenenne npenapata y aereii off label — BHe 3aperdCTPHPOBAHHBIX B HHCTPYKIHH JICKADCTBEHHOTO CPEICTBA
MOKa3aHUN — OCYIICCTBIISICTCS MPU HAIWYHMU TOJIHCAHHOTO WHQOPMHPOBAHHOTO COLVIACHS POJIUTENCH / 3aKOHHBIX
npencTaBuTeNel (MHIOMETAIMH B BHIIE Ta0JIETOK OPHUITHAIEHO pa3pelleH K MPUMEHEHHIO ¢ 14 eTHero Bo3pacra).
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® CHIKEHUE DKCKPELIUU Kb C MOYOH (TUITOKAIBbLIYPHSL).

JAunddepenuuaibHasi IMATHOCTHKA

JuddepeHunanpHplii [UarHo3 IpoBOAT ¢ CHHApoMoM baprtrepa.

BusyaauzannoHHasi JMarHOCTHKA

He tpeOyercsi.

IToxa3aHus K KOHCYJIbTALMH CIIENHAINCTOB

LlenecooOpa3Ha KOHCYJbTAIMsl T€HETHKA. BEposSTHOCTh POXKICHHS peOCHKAa C MOBTOPHBIM
ciydaeM cuHapoMa [HWTenbmaHa y poAuTesieid, yXe HUMEIOIMUX OO0JIbHOro pedeHKa, COCTaBIIAET
25%. bomee crapmmM JeTSM CeMbH, HE HUMEIOUIMX MPHU3HAKOB CHUHApoMa ['uTeiabMmaHa, Takke
HeoOxoaumo nposeneHue JIHK-auarHocTuky, B CBSA3U C BO3MOMHOCTBIO MOSIBICHUS KIMHUYECKUX
CUMIOTOMOB B 0ojiee MO3MHEH XU3HU. YUUTHIBAas XOPOIIMN MPOTHO3, aHTEHATAJbHBIM TUArHO3
cuHapoma ['urenbmaHa HE peKOMEHIYETCH.

CKpuHHHT

¢ KIIC (pH kpoBu, HCO3, BE)

® OMOXMMHUYECKOE HCCIICIOBAaHUE KPOBH: KaMW, HATPWUW, XJIOPWUIBI, MAarHWi, KaJIbIUH,
KpEaTUHHUH

e Y3 mouek, moyeBoro my3sips (muddepeHnuanbHas TUArHOCTUKA C HEOHATAIBHBIMU
BapuaHTaMmu cuHapoma baprrepa).

IIpumepsbI THArHO30B

- Cunopom I'umenomana. Xponuueckas 6one3usb novex 1 cmaous.

Jleuenue

Jleuenne cunapoma ['uTenbmaHa 3aKIIOUYEHO B HOMCUSHEHHOM NPUMEHEHUU Npenapamos
Maenus. BpIcOkUe 103 MarHusi CHOCOOCTBYIOT BOSHMKHOBEHHIO JUapeH, HOITOMY HOpMallu3alus
YPOBHEW CBIBOPOTOYHOTO MAarHus SIBISIETCA TPYAHO JOCTIDKMUMOM 3amadeit. HawmbOombieit
OMOJOCTYMHOCTRIO 00JafaloT IMpenapaThl XJOpWUJAAa MarHus, JakTaT M aclapTraT MarHus.
[lenecooOpa3eH nmpueM MarHus XJopuja B Ha4albHOM 103€ 3 MMOiab/M2/cyT unu 4-5 mr/kr/cyt (B
tpu-uetbipe npuema) (4C), mpu mnpHCOCIMHEHHH WH(EKIUH, CONMPOBOXKIAMONIMXCS PBOTOMH H
Japeei, 103a MmoBslaercs. B ciyyae BO3HUKHOBEHUSI OCTPOi TeTaHUH BBoAUTCs pactBop MgCl,
20% (0,1 mmonp Mg/KT), BO3MOKHO BBEJICHUE KA Ible 6 4acoB.

Cynbat Maraus o01a/1aeT CyleCTBEHHO MEHbIIEH OMO0CTYIHOCTBIO.

KomOunarms amuiopuaa ¢ xjaopuaom kamus (1-3 mmonb /kr /cyt, B 3-4 mpuema) (4C)
MPUMEHSIETCS TPU CTOMKOW CHUMIITOMAaTHYECKOM THUIIOKAUIMEMHUHU, HE KOPPUTHPYEMOW XJIOPHIOM
MarHusl.

[Tpenapatsl, ciocoOcTByOIME yUTMHEHHIO UHTepBasia QT (MakpoImapl, BAIBIIPOATHI U Ap.)
JOJIKHBI HA3HAYaThCs ¢ 0COO0N OCTOPOKHOCTBIO.

PexoMeHyercs auera ¢ BBICOKUM COJIEP)KaHUEM HATpUs U Kajusl.

IpopunaakTuka (mepBUYHANA) HE CYIIECTBYET.

Benenne nanueHToB M peadMJIMTAMOHHbIC MEPONIPUSTHS

AmOynaropHoe HaOrofeHue OOJIBIIMHCTBA OECCUMITOMHBIX IAllMEHTOB OCYIECTBIISAETCS
Hedposorom 1-2 pasza B ron. B kaxaplii BU3UT ManueHTa 0c000€ BHUMAHUE YAEIAETCS JKalobam,
00yCIIOBJIIEHHBIM TUIIOKaIMeMUeH (yCcTaaoCTh, MbIIIeUHasl claboCThb, 3aM0phl, CepeuHas apuTMUs)
U TUIOMarHe3eMued (TeTaHus, CyIOpOTH, Napecte3ud, O0lIb B CycTaBaXx U MBIIILAX),
OTIPEEIIAI0TCS CHIBOPOTOYHBIE YPOBHH Kallvs, Maruus, oukapOoHara.

IIporunos

B GonpmmHCTBE CitydaeB O6JaronpusTHBIH.
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JIUCTAJIbHBIH PEHA/IBHBIH TYBYJIAPHBIH AITMI03 (| THII)

Omnpenesienune

JucTajabHblii peHadbHbIi TyOyasipHblil anuno3 (I Tum) (OMIM 179800, OMIM 602722) —
3a00JIeBaHNE, XapaKTEPU3YIOIIEECs TSHKEIbIM THIIEPXJIOPEMUYECKUM METAa00IMUYECKUM alu1030M,
BCJIE/ICTBHE HAPYIICHUS SKCKPELUU BOJIOPOJAHBIX HOHOB B TUCTAILHOM OT/EJie HePpoHa.

IUAeMHO0JIOTr U

N3onupoBanueiii quctansublii PTA BeTpeuaercs kpailHe penko.

JTHONATOreHe3

[TepBUUHBII TUCTAIBHBIN peHANbHbBIN TYOYIISIPHBIN alui03:

" AYTOCOMHO-JIOMHUHAHTHBIN, myranuss reHa SLC4Al (xpomocoma 17(21-22),

HapyIICHHE CTPYKTYPhI XJIOpUAHO-OMKapOonatHoro antumoprepa-l (AE-1 - anion exchager 1)
0azonarepaabHON MEMOpPaHbl KOPTUKAIBHBIX COOMpATEIbHBIX TPyOOUeK

" AVTOCOMHO-PEHECCHBHBIN € TYIroyxocThlo, mytanus rena ATP6VIB1 (xpomocoma
2p13), Hapymenue cTpykrypbl Bl cyObenunmibl BogopomHoit ATda3bpl BCTaBOYHBIX KJIETOK
TOMYJISIIIMK A alMKaJIbHOW MEMOpPaHbl KOPTUKAIBHBIX COOMpATEIbHBIX TPyOOUeK

* AVYTOCOMHO-pellecCHBHBIIi _0e3 Tyroyxocru, myrauus rena ATP6V0A44 (xpomocoma

7033-34), koaupyromuMm anbda-4 cyOobeaununy — BogopoaHoii ATda3zbl BCTaBOYHBIX KIETOK
HOMYJISIUHA A alMKaTbHOH MEMOpPaHbl KOPTUKAIBHBIX COOMpATEIbHBIX TPyOOUeK

Hapsany ¢ cemeitapivMu popmamu 3a0051€BaHsI, BCTPEYAIOTCS U CIIOPAAUYECKHUE CITydau.

Bropuunsie (mpuoOperénnbie) @opmbl auctanbHoro PTA  omucansl npu  MHOTHX
MATOJIOTUYECKMX COCTOSIHUSIX, OOYCIIOBJICHHBIX pPAacCTPOWCTBAMU METa0ONu3Ma KajiblHs C
HE(PPOKAIBLITHOZ0M u TUIIEepKaJIbIIUypUEH, NEPBUYHBIM TUIIEPIIapaTUPEONIUZMOM,
JIEKapCTBEHHbIM M TOKCHYECKHM HOBPEXJCHHUEM, APYTUMH MOYEUHBIMU 3a00JIEBaHUSIMH, B TOM
quciae MeTyJUISpHON KMCTO3HOW 0O0JIE3HBIO U T'y04aToi MOYKON, ayTOMMMYHHBIMH 3a00JI€BaHUSAMHI
(runeprammarnoOynuHemus, cunapom lllerpeHa, ayTOMMMYHHBIH T€NaTHT, THPEOUIUT,
(GuOpo3UpyIONINI aTbBEOJIUT, CHCTEMHAs! KpAaCHAs BOTYAHKA, Y3EJIKOBBII MEpUapTEPUUT).

Hapymenue skckpeniny aMMOHHUS ITPH BCEX BapHaHTax BTOpUYHO. PeabcopOius OukapOoHara
KOJINYECTBEHHO HOpMaJIbHA, HO, B COOTBETCTBHUH C MOBBIIIEHHEM pH Mouu, onpenenenHas cTerneHb
OuKapOOHATYpHH 00s3aTEILHO MPUCYTCTBYET (MeHee 5% mpoHIbTPOBAHHOTO KOJTUYECTBA).

OKCKpelysi LUTpaTa B MPOKCUMAJIBHOM KaHAIbLE CHUXKEHA, YTO SBJSETCS OCHOBOM
dbopMupoBaHus He(hpOKAIBIUHO3A.

Kinnuyeckasi kKapTuHa

3aboneBaHrue MaHU(ECTHPYET B BO3PACTE OT IIECTH MECSIEB A0 JBYX JIET.

TunuaHbL:

" OTCTaBaHHE B POCTE (BCIIEICTBHE METAOOIMYECKOTO aIi03a)

" BRIPAKCHHBIC PAXUTONOM00HBIE NedopMaiu (BCIeCTBHE META0OINIECKOTO alli/103a)

" TOJINYPHS, TIOJTHTUTICHS

* HeppOKaNTBLMHO3 M YPOIUTHA3 (COCTaB MOYEBBIX KaMHEH - pocdar KarbIms)

J{marnocruka

Huaenocmuueckue xpumepuu (3C)

- Mertabonmueckuii aruao3 (HCO3™ B mnazme < 15 MMonb/a — 6€3 JiedeHwsl)

- pH mouu > 6,0 (peaxiust Mouu He HIKe 6,0, T.€. BCera eaouHas)

- OKCKpelusi aMMOHUS CHI>KEHa

- OKCKpelus IUTpaTa CHUKEeHa
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- ®dpaknuoHHas JKCKpenus O6ukapOoHara MEHee 3% (pu HCOs
B I1a3Me > 20 MMOJIBb/JT)

JAudppepennnaibHas ITMATHOCTHKA

I'enetnuecku perepMuHUpoBaHHble (opmbl nuctambHOoro PTA (I Tum) Heobxomumo
muddepenmmpoBars ¢ npokcumanbHeiM PTA (Il tum), B T.4. B coctaBe cuniapoma DaHKOHU
(e Tonu-Zlebpe), NCEBAOTUIIOATBAOCTEPOHU3MOM, IIEPBUYHON TUIEpOKCcATypUeld U HEKOTOPBIMU
JPYTUMH BapHaHTaMH He()POKaIbIIMHO3A.

Busyanu3anuoHHasi JMATHOCTHKA

VY3U nouek: HePPOKAIBIIMHO3.

OneHka BBIPOKEHHOCTH PAaXUTUYECKUX W3MEHEHMH CKelleTa: peHTreHorpadus Kucrei,
oTpesieieHne KOCTHOTO BO3pPAacTa, AICHCUTOMETPHS, peHTreHorpadus TpyOouaThIX KOCTEH TojeHel ¢
3aXBAaTOM KOJIEHHBIX CYCTaBOB.

IToxa3aHus K KOHCYJIbTALMH CHIENHAINCTOB

JleTh ¢ yCTaHOBJIGHHBIM JHMCTaJbHBIM PpEHAJIbHBIM TYOYJISPHBIM alMJ030M JOJKHBI
HaOJII0AaThCS CYpI0JI0TOM, C LEJIbIO BBISIBIIEHUS CEHCO-HEBPAIbHOM TYTOYXOCTH.

CxpuHUHT

-  KHIC (pH xpoBu, HCO3', BE)

- pH cBexeBbINyIIEHHON MOYH

- OMOXMMHYECKOE MCCIICJIOBAaHHE CYTOYHONH MOYHU: TUTPYEMBIX KHCIOT, aMMOHUS, KaJIbIIHS,
docdaros, TIIOKO3HI, OeTKa

- OmpezeNieHre COOTHOMICHUH KalIbIIUi/KpeaTHHHH, (ochaThl/KpeaTUHUH B Pa30BOil (BTOpoi
yTpEeHHEN) MOPLUUU MOYU

- OMOXMMHUYECKOE MCCIIEJOBAaHUE KPOBHU: KaJMi, HaTpuil, XJIOpUIbl, Kanblui, ¢ocdop,
KpEaTuHUH

- Y3U nouek, MOUEBOTO My3bIPS.

IIpumeps! AMarHo308

- Mucmaneuwiii  penanvuvii myoynsapueii  ayuooz (I mun), aymocomHo-peyeccusHuiii.
Xponuueckas 6one3nv novex I cmaous.

Jleyenne

[lenb Tepanuu - BOCCTAaHOBJIEHHUE POCTA, JIUKBUAALMS U3MEHEHUN B KOCTAX U MPOPUIAKTUKA
JTANIbHEHIIEro OTJIOKEHUsI KaJbIUsl B TOYKaX.

Koppekuust anunosza (3C): Oukapbonat Hatpus (pactBop 4%: 1 mm — 0,5 Mmounb) u/unm
UTpaTHas CMeCh (Kalus-HaTpus TUAporeHuuTpaT - 1 Tad/l MepHas J0XKa TpaHyJIUPOBAHHOTO
nopomika - 1,197 r numonno# kucnotel, 0,967 kanus runpokapOonara, 0,835 r HaTpus nurpara,
yTo cootBercTByeT 10,138 MMObL uTpara) - 5-8 MMOJIB/KT/CYT (B TPH-UETHIpE TIpUEMa) - y JAeTei
1o 2 neT, 3-4 MMOJIB/KT/CyT - y neTeit crapiie 2 jeT, 1-3 MMoJb/Kr/cyT - y AeTeil crapiie 6 Jer.

Jns nmutenbHOro MmpHema, ¢ LeNbi0 MPOPHIAKTUKN MPOTrpecCUpOBaHUs He(PpOKaIbIIMHO3A
HEo0X0IUMO MpUMEHEeHHE Kanus-HaTpus rujporenuurpara (baemapen)

Bo3MmoxHa KOppeKLHus OCTEONaTHu aKTUBHBIMU MeTabonuTamMu BuTamMuHa D3
(MHIMBHUIyaJdbHBIM TOAXOJ,, TNPHUMEHSETCS C OCTOPOXKHOCTHIO H3-32 BO3MOXKHOCTH YCHIJICHUS
THITEPKaTbLUYPUH)

IpopunaakTuka (mepBUYHANA) HE CYIIECTBYET.

Benenue nanueHTOB M peadHIUTALMOHHBIC MEPONIPUATHS

Kontpoinps KIIC, 31eKTpoauToB KpoBU (Kaiuid, HATPU, XJI0puIsl) - 1 pa3 B 3 mecsma (mocie
nmoadopa ONTUMAIILHOM 03Bl OMKapOOHaTa HATPHS).
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V3U nouek — 1 pa3 B 6 MecsleB.
IIpornos
[TporHo3 GiarompusTeH, €Cu JISYCHHE HAYaTo JI0 MOSBICHUS He(hPOKAIBIINHO3A.

IICEB/IOIr"dII0OAJIB/]OCTEPOHU3M

Onpenesenune

IlceBaOrMMOANBAOCTEPOHU3M - TETEPOrCHHAS TPYIa KIMHHYCCKUX (POPM, BO3HUKAFOIIUX
BCJICJICTBUE HECIIOCOOHOCTH aJIbJIOCTEPOHA OCYIIECTBJIATH CBOM OCHOBHBIC (PH3HOJIOTHYCCKUE
3¢ eKTHI 10 00ECIICYCHHIO SKCKPEIIMH HOHOB KaJIis U BOJIOPO/A.

OnuaeMHoJI0rust

Berpeuaercs kpaitae peako, 1:47000 (KMBBIX HOBOPOXKICHHBIX).

9THoNaTOreHe3

TICEBJJOI'MT10AJIBJOCTEPOHHU3M THII |

" AYTOCOMHO-IOMHHAHTHasi peHasbHas (opma (OMIM 600983) - myramuu resa MLR
(NR3C2, 4g31.1) MHHEpaTOKOPTHKOHAHBIX PELENTOPOB TIJIABHBIX KJIETOK COOHMpPATEIbHBIX
TpyOOUEK.

Y MIlaZieHIIeB ONKCaH TPAH3UTOPHBIM CHHAPOM THIIEPKATNEMHUH U METa0OIMIECKOTO alna03a
0e3 moTepu coiy, e€ pacCMaTPUBAIOT KaK BapUAHT PEHAIBHOTO ICEBIOTUIIOATBI0CTEPOHI3MA TUTT
l.

CriocoOHOCTh MOAKHCIATh MOYY TOCJIE€ HArpy3KH KHCIOTaMHU IpU 3a00JIeBaHUM COXpaHEHa,
HO DKCKpPELHUs KUCIOT TMOYKAMHU CHIDKEHA B CBSI3U C OYCHb HU3KOM JKCKpelnued aMMOHHUs. XOTs
CHIDKEHHME MPOJYKLUU aMMOHMsI OOYCIIOBIIEHO caMOW THMIIepKalueMHel, B MEXaHU3ME pPa3BUTHUS
3TOH (OpPMBI KIIIOYEBYIO DPOJIb UTpaeT AeDUIUT albJOCTEpPOHA WM PE3UCTEHTHOCTh K HEMY
MOYEUHBIX KaHAJIbIIEB.

* AyrocoMHO-penieccuBHasi mosmopranHas ¢opma (OMIM 600228, OMIM 600760,
OMIM 600761) - wmyranmuu B TeHax, KOAMPYIOIIUX o, [, Y CYObEAMHUIIBI HATPUEBBIX
snutenuanbHbix kaHanoB (ENaC) cobuparensubix Tpydouek (SCNN1A, SCNN1B, SCNN1G, 12p13,
6p13). [edekr TpaHCcmopTa HATPHSI BO MHOTUX OpraHax, COJCPKAIIUX MUTEIHATbHbIC HATPUEBBIC
KaHaJIbl — B TIOYKAaX, JIETKUX, KUIIEYHUKE, YK30KPHHHBIX JKeIe3ax.

TICEBJJOT'TIOAJIB/JOCTEPOHM3M THUII | (cunopom Gordon — cunopom I'opoona)

" AyTOCOMHO-TOMUHaHTHoe HacjaenoBanme (OMIM 601844, OMIM 605232, OMIM
605775, OMIM 603136) - myrtaruu B rerax WNK4, WNK1, KLHL3, CUL3, xoaupyromumx KuHas3sl,
OTBETCTBEHHbIE 3a TPAaHC- W MapaLEUIIONIIPHOE JBHUKEHUE XJIOpa, YTO BTOPUYHO HPHUBOIUT K
MOBPEXACHUIO CEKPELIMU KaJIus U BOJOpO/ia

[ToBrimena peabcopOLMsl XJIOpUAA HATPHUS B TOJICTOM BOCXOJAIIEM KosieHe neTiu ['enne, 4ro
OPUBOJUT K HAPYIICHUIO CEKpPEeIUH Kajdus U BOJOPOAAa B KOPTHUKAIBHBIX COOMpATEIbHBIX
TpyOOUKax.

IIpnodperénnbie (popMbI TCEBAOTHNOATBAOCTEPOHU3MA ONUCAHBI MPU OOCTPYKTUBHOU
ypoIaTuu, TyOyJTOMHTEPCTUIIMATILHOM HeppUTE, TKEIOM MHUEToHEPPUTE, CEPIIOBUIHO-KIETOUHON
HeppomaTuu, CHUCTEMHOHM KpacHOW BOJYaHKE, AaMMJIOWJ03€, MHOXXECTBEHHOH MHeIoME,
HEOHATaJIbHOM MEAYJUIIPHOM HEKPO3€, OJHOCTOPOHHEM TPOMOO3€ MOYEUHOM BEHBHI.

Kinununyeckasi kKapTuHa

Ilceeoocunoanvoocmeponuszm mun |
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PenanbHas popma (1€010T — IEpHO]T HOBOPOXKICHHOCTH, MIIQICHUECKHI BO3PACT)
" [I0JINYpUS, TOTUAUIICUS
" 3IU30/1bI AE€TUApaTalN
" 33/1epKKa (PU3NIECKOTO Pa3BUTHS
" apTepUalIbHAs TMIIOTEH3U

IMosmoprannas ¢opma (cpasy 1mocie poXIEHHUs), MOMHMO BBIIIETIEPEUUCICHHBIX
CHUMIITOMOB, TaKX€ XapaKTEPHO 3aTPyIHEHHE JIbIXAHUS, KAllellb, OAbIIIKA

Ilcesoozunoanvoocmeponusm mun |1 (cunopom Gordon)

J1e610T B MOAPOCTKOBOM BO3pacTe, XapakTepHa apTepuaibHasi THIEPTEH3US

JImarnocruka

Nuarnoctuueckue kputepuu (3C)

Ilceeoocunoanvoocmeponuszm mun |

- ['unonarpuemus

- ['unepkanuemust

- Merabonuueckuii anuaos3

- [loBbllIEHNE AKTUBHOCTH PEHMHA U KOHLEHTPALUMHU ajlbJ0CTEPOHA TIa3Mbl

- [ToBbIlIeHUE HATPUS U XJIOPHUAOB B MIOTE, CIIOHE, Kaje (monuopranHas ¢popma)

Ilcesoozunoanvoocmeponuszm mun |1 (cunopom Gordon)

- 'mnepxanuemust

- Merabonuueckuii anuaos3

- CHKEHUEe aKTUBHOCTH PEHUHA

- HopmanpHas win HU3Kass KOHLIEHTPALKs allbJIOCTEPOHA IUIa3Mbl (IIPU HOPMaJIbHOM ypOBHE
KpeaTHHHHA B KPOBH)

JudpdepeHunanbHass JHATHOCTHKA

Icesoozunoansoocmeponusm Heodbxomumo auddeperunposats ¢ auctanbHbiM PTA (I tum),
npokcuMansHbiM PTA (Il Tim), THIOpEHUHEMHYECKUM THIIOABIOCTEPOHU3MOM.

OpHEeHTHPOBOYHOE pa3felieHue BCeX OOJBHBIX C META0OJIMYECKUM al[i030M IPOBOAST MPHU
pacdere ToKa3aTens IIasMeHHoi anmonHoit memu Na* - (CI'+ HCOj3). TlokasaTens mia3sMeHHOM
AQHUOHHOM ILEM JaeT MpeACTaBlIeHUEe O KOHIIEHTPAI[MN OCTATOYHBIX aHHOHOB B IIa3Me. B HopMme
oH paBeH 9-16 MOkB/n. [Ins PTA xapakTepHO ero HopMajabHOE 3HAYEHHUE, TaK KaK METa0OJINYECKHMA
anua03 MpU 3TOM 3a00JIEBaHUU BCeT/Ia Turepxiopemudeckuil. Jlanee OwbicTpast mpuOIM3UTENbHAS
OIICHKa THIAa TyOyIspHOTO NedeKkTa MOXKeT OBbITh CAeNlaHa MyTeM pacueTa aHMOHHOMW IIeNId MOYH.
[lokazatens annonHou mienu mouu (AUIM) npennokeH Kak KOCBEHHBIM HMHAEKC 3KCKPELHUH
aMMOHHSI y OOJBHBIX C TUIEPXJIOPEMUYECKHM MeTaboNuyeckuM amuao3oM. [Ipu HeratuBHOM
savennn AIIIM (CI° > Na* + K') B coderammm c IpyruMM XapakTepHBIMH MPHU3HAKAMH
npokcuManbHOro PTA ToBopsT 0 mpokcuMansHoM Ture PTA, npu monoxurensHom (CI° < Na* +
K") — 0 cymecTBOBaHHH JUCTATHFHOTO PEHANBFHOTO Ae(eKTa auAN(DHKAIIINT MOYH.

Hanpaenmyro muddepennmnanbayio auarHoctuky tuna PTA mpoBoasT mocie onpeaesieHus
KOHIIEHTPAIIUU Kaaus B CBIBOPOTKE KpoBH M pH Moun. Pe3kommenounas peakius moun (pH>6,0) Ha
¢done TskEnoro Merabonuueckoro anuaos3a co cHwkenuem HCOs menee 15 MMoIb/1 mo3BosseT
nuarHoctupoBath quctanbHbiii PTA (I Tum) 6e3 mpoOsl ¢ Harpy3koil XJI0pUIOM aMMOHUS, TOTJa
kak npu npokcumanbHoM PTA (Il tum) co camxennem HCO3 meHee 15 MMOJB/JT  peakiius MOYH
Bcer/ia CTaHOBUTCS kKucioit (pH<S,5).
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B cmyuae  BBISBIGHWS TUNEPKATHMEMHW H  KHACIOH  peaklMd  MOYHM  JHarHO3
TNICEBIOTUTIOATBIOCTEPOHI3MA MTOITBEPHKAAIOT HCCIEJOBAHUEM aKTUBHOCTH PEHHMHA U COAEPIKaHUS
QJIBJJOCTEPOHA B CHIBOPOTKE KPOBH.

Busyanu3zannoHHasi TMAarHOCTHKA

VY31 mnouek - Bcerjaa B HOpMe

KoncyabpTanuu cnenuajiucToB

[To moka3aHusIM: JUETOJIOT, YHIOKPHHOJIOT, TEHETHK.

CKpUHMHT

- KHUIC (pH xporu, HCO3', BE)

- OMOXMMHYECKOE UCCIICOBAaHNE KPOBH: KaJIMii, HATPHIL, XJIOPH b, KPEATUHIH

- ompejeneHre aKTUBHOCTH PEHUHA TJIa3Mbl, KOHIIEHTPAIIMH aJIbJI0OCTEPOHA TIIa3Mbl

I[Ipumepbl TUATHO30B

1. Ilcegdocunoanvoocmeponusm (mun |), penanvnas popma. Xponuueckas 6onesnvb nouex
1 cmaous.

2. Ilcesoocunoanvoocmeponusm (mun ). Apmepuanvnas cunepmensus 2 cmeneno.
Xponuueckas bonesnb novex 1 cmaousi.

Jleuenue

Ilcesoozunoanvoocmeponusm (mun 1) (3C)

- V3 nueTsl uckarouaromes kanuti-cooeparcawjue npooyKmol

- Bocnonnenue coau. BBepenme NaCl mo 1,5 rv/kr/cyr (mo 50 MMomb/Kr/cyT), mo3a
noI0UpaeTCss MHAUBHUIYATLHO, MCXOJ M3 CYTOYHBIX MOTEPh HATPHUS C MOYOH, YPOBHEW HATpHS,
KaJusi B KPOBH, TIOKa3aTelel allbJJOCTEpPOHA M aKTUBHOCTH PEHUHA B TUIa3Me. Y JIeTel TepBhIX 2 JIeT
JKU3HH JI03bI XJIOPHJIA HATPHS, KaK MPAaBHUJIO, BApUPYIOT OT 4 T/cyT no 12 r/cyr. B GonpmuHCTBE
CJIy4aeB C BO3PaCTOM MOTPEOHOCTh B COJIM 3HAYUTEIILHO CHUYKACTCS.

- Koppexyus memaboauueckozo ayuoosa. dukapboHat Hatpus (pactBop 4%: 1 man — 0,5
MMOIIb) 1-4 MMOJIB/KT/CYT.

Ilcesoozunoanvoocmeponusm (mun 11) (3C)

- Ocpanuuenue conu

- Tuazuowl (rugpoxyoporuazuy 1-2 mMr/kr/cyr)

IIpopuiakTuka (mepBUYHANA) HE CYLIECTBYET.

Benenue nanueHToB M peaduJIMTALMOHHbIE MEPONPUSITUS

Kountpons aprepuansHoro nasienusi, KII[C, ypoBHsS KpeaTHHHHA, SJEKTPOIUTOB KpPOBU
(xanuii, HATpUH, XJTOPHUJIBI),

IIpornos

[Ipy  ayTOCOMHO-pELECCUBHOM  BapHaHTE€  MCEBIOTUIOATbAOCTEpOHM3MA  Tum |
(mosmmmopranHas popma) BO3MOXKHEI JIETaTbHBIE UCXO/BI. [IpH ayTOCOMHO-TOMHUHAHTHOM BapHaHTE
(penanpHas popma) mporuo3 6osee O6IaronpusTeH.

HE®POTEHHbBIH HECAXAPHBIH JJTHABET

Omnpenesienune

Hedporennblii HecaxapHblii auader - peakoe HacleACTBEHHoe 3aboyieBaHue,
XapaKTepu3yeMoe OTCYTCTBHEM TIPOHUIIAEMOCTH COOMpATEeNbHBIX TpyOOUeK Juis BOABI U
PE3UCTEHTHOCTBIO K JeHCTBUIO aHTHAuWypeTudeckoro ropmona (AZIl') mpu ero anekBaTHOMU
CEKpELHH.

UAEeMHO0JIOr U
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ONUaEeMHUOIOTHS 3aBUCUT OT TUIIA HACIIETOBaHUSI.

X-cuenjieHHbIH HedporeHHbIN HecaxapHblii quadeT kpaiiHe penkoe 3a0oieBaHHUe, TEM HE
MEHee, 10 YacTOTE BCTPEYaeMOCTH IPEBBIIIACT PELECCUBHBIN THI B cooTHomenun 9:1. Yacrora
MyTalui y JUI MY>KCKOro 1osa cocrasisieT 4 cinydast Ha 1000.000 nacenenus.

JTHONATOreHe3

X-cuensieHnas pemneccuBHasi popma (OMIM 304800) — myranuu rena AVPR2 (jokyc
XQ28), kommpyromiero peuentop K aprunuH-Bazonpeccudy (V2R) B kieTkax coOHpaTeabHBIX
TpyOOUeK.

AKTHBHUpYSCh TPH CBA3BIBAHUU C Ba3OMPECCHHOM, peuentop V2 BbI3bIBAECT MOBBIIICHUE
HAM®. D10 NpUBOAUT K MEPEIABMKEHUIO B CTOPOHY alMKaJIbHOW MEMOpaHbl BHYTPUKIETOYHBIX
BE3UKYJI COJCpXKAIMX BOJHBbIC KaHaibl akBamopuHa-2 (AQ-2), 4TO MOBBIIMIACT MPOHHUIIAEMOCTD
KaHAJIbLIEB JJIS1 BOJIBI.

['eneTnueckuii nedeKT, BKIIOYAOMIMN pa3indHOE KOJUYECTBO MYyTaluil B TeHe V-
perenTtopa, NPUBOAUT K CHIDKCHUIO CBSA3BIBAHUS Ba3OMpPECCHHA C PEIENTOPOM, YMEHBIICHHUIO
CHUHTE3a WIM YBEIMYCHHUIO JEerpajallud caMoro peuenrtopa. B pe3ynbrate OnoKupyeTcs
anTuanyperudeckoe peiicrteue AJIl. Pa3nuubble MyTaluu accOUMUPOBAaHBI C BapuaOeIbHON
pe3ucteHTHOCThI0O K AJI[.  X-clemeHHBbI BapuaHT HACIEAOBaHUS IMOApPa3yMeBaeT HaludHe
BBIPQKEHHOW NOJMYPUH y MAIbYMKOB, Y ACHMIITOMAaTHYHBIX OOJIBIIYI0 YacTh BpPEMEHH JIUI
KEHCKOTO TI0JIa TIOJHYpPUS MOXET BO3HHKHYTh B TEUYEHHE OCpEeMEHHOCTH, KOTJa CEeKpeuus
MJIaIlEHTaPHON Ba30MPECCUHA3BI MPUBOIUT K MOBBIIICHUIO KIUpeHca suporennoro AJII.

AyTtocomuo-peneccuBHast ¢opma (OMIM 125800) BbI3BaHa MyTauUsiMH B T'eHE
axBaropuHa-2 (AQP2, nokyc 12013). BoneroT kak MaJIbYUKH, TaK U JCBOYKH.

[TocTpenenTopHblif AedeKT 3aKiI0u€H B HAPYLIEHUN JIBUKEHUS U TOCIEIYIOUIETO CIUSHUS C
JIOMUHANBHOH ~ MeMOpaHoii ~ AJI[-4yBCTBUTENBHBIX  BOJHBIX  KAaHAJIOB  aKBallOpHHA-2,
JIOKAJM30BAHHBIX B IIMTO30JI€ TJIABHBIX KJETOK COOMpATEeNbHBIX TPYOOK, UYTO MPENsSITCTBYET
NacCUBHOM TU(Qy31n BOJIBI.

Cyl1iecTBOBaHUE AYMOCOMHO-0OMUHAHMHOU hOpMbl HACIe008anusi OONE3HU OCTIApUBAETCH,
HO €JIMHUYHBIE CITy9an OIMCAHBI.

[ToMuMO TreHETHYECKH-IEeTEPMUHUPOBAHHBIX, BCTPEYAIOTCS W  CIOPAJAWYECKHE CIydau
0ome3Hu.

Kinnuyeckasi kKapTuna

[TepBbie mpu3HakK 60JI€3HU HAOMIOAAIOT B Bo3pacTe 3-6 mec:

- monuypus (4acToe BblJeNIeHHE OOJIBIIOr0 KOJIUYeCTBAa THITOTOHUYHONH MOYH)

- MONHUAUTICUS (CHIIBHAS JKaXKIa)

- HEJOCTAaTOYHOE HapacTaHHE MAacChl Tella

- 3aJIepKKa pocTa

- TPHUCTYNBl OOE3BOKMBAHHS: CHIDKCHHE TYypropa KOXH, PBOTa, 3alopbl, MOBHIIICHUE
TEMIIepPaTypHbI, TPH TSHKEIIOM 00€3BOKUBAHUH — CYIOPOTH.

B pannem Bo3pacTte NOJIMYpHUs U MOTUAUTICHS MACKUPYIOTCS (PU3NOIOTHUECKON MOJIMypHen U
MOJUIUIICHEH TPYAHOTO BO3pacTa, TAKKE€ MOXKET HAOJIOJATbCS OTCYTCTBHE JKaXJbl, B CBS3H C
HE3PEJIOCThIO €€ IEHTPa WM HEUYBCTBUTEIBHOCTHIO OCMOPELENTOPOB.

B Bospacte crapme 1 roga kaxiga M MONUYpUsS SIPKO BBIPAXKEHBI, JETH BBIIUBAIOT U
BBIICNISIOT 70 6-10 J1/(M2x CyT).

JImarmocTuka

Huacnocmuuecxkue kpumepuu (3C)
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AHaIu3 MOYM

HaubGonee BakHble MOKazaTedd — IUIOTHOCTh M OCMOJBUIBHOCTH Mouu. Jlnms npereit ¢
BPOXKAEHHBIM HEPPOTCHHBIM HECaXapHBIM THa0eTOM XapaKTepHa TUIOCTEHYPUSI:

- mwiotHocTh Moun Meree 1005 (1001-1004)

- ocMOJISIBHOCTH MOouHd < 250 MOcM/KT.

B Moue HeT 0Oenka, r1roK03bl, 0CaI0K HOpMaIbHBIH.

HcciienoBanue KpoBu

Cumnromsl aeruaparauuu (Mpu HEAOCTATOYHOM MOCTYIUIGHHH B OPraHU3M KHJIKOCTH
BCJIEZICTBHE OOJIBIIIOTO 00BEMa BBIACIIIEMOM MOYH):

- THIEPOCMOJBUIBHOCTH Mma3msbl > 300 MOcm/Kr

- TUNEPHATPUEMHUS.

IIpo6a ¢ 3K30reHHBIM AHTUAUYPETHYECKHMM FOPMOHOM

JOJIABII-tect (1-ne3amuno-8-D-aprunun BasonpeccuH-tecT) — mpoba ¢ BBegenuem AJII.
CyTb mpoOBbI 3aKII0YeHA B OMPEICNICHUU PEeaKIUy MOYEYHOT0 KOHIICHTPAIMOHHOTO MEXaHU3Ma Ha
BBEJICHUE OK30T€HHOr0o BaszompeccuHa. JleTsM 10 Toja JaHHyI M[poOy MpOBOIAT B
WCKIIFOUUTEIIbHBIX CIy4asx.

OcCMONSIPHOCT, MOYM TIOCJIE TMPUMEHEHUs IperapaTa JOoJKHA moBbimatecs g0 800-900
MOcMm/kr (tuotHOCTB 70 1020-1025) B nociieioBaTenbHO COOPAHHBIX aHAIU3aX MOYH.

OTCyTCTBUE MOBBIIIEHUS OCMOJISIIBHOCTH U OTHOCUTEIBHOM MJIOTHOCTH MOYM MOATBEPKIACT
PE3UCTEHTOCTh COOMpATENIbHBIX TPYyOOK K jaeiictBuro AJIl, 4ro xapaktepHO sl HEe(POTreHHOTO
HecaxapHoro auabera.

AnddepeHnuanbHass IMATHOCTHKA

- [lepBuuHas noauauncus

- LenTpansHbIil HecaxapHbIii quadeT

- OcMOTHYECKHI TUYype3, BCIEACTBUE TUA0ETUUECKON TUIIEPTINKEMUH.

IIpu  pmanHbIX  coctosHusx  npoBeneHue  JIJIABII-Tecta  BbI3BIBa€T  IMOBBIIICHUE
OCMOJISTTBHOCTH U TUIOTHOCTH MOYM. BO3MOXXHO PUMEHEHHE TeCTa C OTPaHUYCHHEM KHUIKOCTH.
Huxornma He ciienyeT mpoBOAUTH TECT ¢ BOJHOW JEMpUBAIIMEH B MPHUCYTCTBHH THUIIEPHATPHUEMHUHU
W/WIM TIOBBIIIEHHON OCMOJIJIBHOCTH IJIa3Mbl. B 3TOM cuTyaiuu, a Takxke B psijie CIy4daeB U y
MJIQJICHIIEB, JOCTATOYHO MAPHOTO aHAIN3a OCMOJISUTBHOCTH MOYH U TUIa3MBlI.

IlepBuuHasi MOJWAUINCHS, WJIM TCHXOTeHHAsl TOJMIMICHUS, BO3HHMKAeT Yy OONBHBIX C
MCUXUYECKUMHU HAPYIICHUSIMH WIH Y JIMII, NPEObIBAIONIUX B JJIUTEIHHOM TPEBOKHO-MHHUTEIHLHOM
COCTOSTHUHU. XapakTepHO H30BITOYHOE MOTpedieHue KUAKOCTH (10 12 1/cyT), 9TO MPUBOAMUT K
CHI)KCHHMIO OCMOJISUTBHOCTH  Tuiadmbl  (240-280 wMOcwm/kr). IlomaBnenue cekperuun AL
COTIPOBOXIACTCSI YMEHBIIICHHEM €ro KOHIIEHTpAaIlMd B TIUIa3M€ KPOBH H  YMEHBIIEHHUEM
peabcopOIu BOJIBI B TUCTANBHBIX OTAENax HepoHa. [Toka OCMOISUTBHOCTD TUTa3Mbl  HE BO3PACTET
JI0 HOPMAaJIbHBIX 3HAYEHUH, BBIJCISIETCS OONBIION O0BEM pa3BeICHHOW MOYH (OCMOJISIBHOCTH
moun MeHee 250 MOcwm/kr, motHOCTh MeHee 1005).

Y 00JbHBIX € HEHTPAJbHBIM HECaXapHbIM AMa0eTOM, HMEIONIMX JOCTYI K BOJE, NpHU
COXpPaHHOM MEXaHHW3M€ BO3HHMKHOBEHHS >KaxJbl OyJeT OTMeuUaThCs MONUypHUs (OCMOISIBHOCTD
MOYHM MEHEe 250 MOcMm/kr, oTHOCcHUTEeNBHAs TIOTHOCTh MeHee 1005-1007), monuaumncus u
HOpMaJIbHasi OCMOJISIBHOCTH I1a3Mbl (280-295 MOcm/kr).

IMapenxumaTo3Hblie 3200/1eBAHUA

CymectByeT uenblii psx  3a0ojeBaHUIl, CONMPOBOKIAEMBIX MMOBPEKICHUEM IMOYEYHBIX
KAHAJIBLIEB U UHTEPCTULMS C CUMITOMAMH MOJMYPUU U MOTUAUICUU. DTO AUCTAIBHBIA PEHAJIbHBIN
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KaHaJIbLIEBBIA aIu/103, LHUCTHHO3, He(PpOHO(PTU3, OOCTPYKTHUBHAS ypomaTHs, aMHJIOWUJ03 IOYeK,
CeproBHIHO-KJIeTouHast Hepponarus, cuaapom lllerpena, MmuenomHas mouka U Hedponatus Mpu
00JIe3HM JIeTKHX Leneil; HedponaTus, 0OYCIOBIEHHAs OTPaBIIEHHEM CBHHIIOM; JIEKAPCTBEHHO-
WHIYLIUPOBAHHOE MOBpEXIEHHE (COmM JUTHs, nuaodoBup, amdorepurma B). Juype3 B 3THX
CIlydasix He IpeBbIImacT 3,5 1/ (M°X cyT).

Metabosan4yeckne paccTpoiictBa

['mnepkanpiyeMuss W TUNOKAJIMEMHUs — CONPOBOXKIAIOTCA ~ YMEPEHHBIM  CHIKEHHEM
KOHIIGHTPALlMOHHOW (YHKIMHM TIOYEK M IOJUYypHeH, MPOXOIAIIMMHU TIOCIE KOPPEKIHUU
JIEKTPOJIUTHBIX HAPYIIECHUH.

Busyanu3anmoHHasi JMATHOCTHUKA

VY31 mnodYek: MOCTOSHHOE BBIAEICHHE OOJBIIOr0 00bEMa MOYHM CHOCOOCTBYET IOSBICHUIO
TUIIOTOHUH U AUJIATAIIUN COOMPATEIBHOM CUCTEMBI ITOYEK, MOYETOUHUKOB U MOYEBOTO TY3BIPS.

Koncyapranum cnenuajucron

Menuko-reHeTH4eckoe KOHCYJIbTUpOBaHME. Marepu U IOJOBMHA cecTep OOJbHBIX
MaJIbYMKOB - HOCUTEIU MYTAaHTHOTO I'€Ha; PUCK OOJIE3HU CPEIM ChIHOBEH W HOCUTEILCTBA CPEIU
nouepeil paBeH 50%. 1o noka3aHusM — KOHCYJIbTALMsI SHAOKPHHOJIOTa, TUETOJIOTA.

CxpuHUHT

B kauecTBe CKpUHMHIOBBIX IIPUMEHSIOT CIIEIYIOIINE METOIBI.

AHnanusz pooocioeHo.

- TIOUCK CJIy4aeB IOJTBEP)KJIECHHOTO 3a00JI€BaHUS U €ro OCHOBHBIX CUMITOMOB Y YJIECHOB
CEMbH U POJICTBEHHUKOB.

Buisignenue ocnognvix cumnmomos:

- nosinypus (IIOCTENEHHOE HapacTaHue nuypesa 10 6-10 J'I/MZ)

- IOJIUIUTICHS (CHIIBHAS JKAXK[IA).

Jlabopamopuvie danHvle:

- CTOHKas TUIIOCTEHYpHs (HU3Kas OTHOcUTeNlbHass IiIoTHocTh Mouu 1001-1004, Huszkas
OCMOJISUIBHOCTh MOYH - MeHee 250 MOcMm/Kr)

- TUTIEpPHATPUEMHUS

- TUIEPOCMOJISUIBHOCTB Ii1a3Mbl Bbite 300 MOcm/kr

IIpumeps! 1UarLo3oB

- Hegppocennvuii necaxapmwiii ouabem, X-cyeniennviil peyeccusHvlii. Xponuueckas 001e3Hb
nouex I cmaous.

Jleuenne

Lenu:

- Bocnonnenue srcuokocmu, coomeemcmesyrowee eé nomepam

- CHudicenue noiuypuu.

Hemeouxkamenmo3sHnoe neuenue

- [luera ¢ orpaHUYEHUEM COJIM U OeliKa (U1l yMEHbIIEHNS OCMOTHYECKOW HArpy3KH)

- ApnekBarHas perugparanus. He orpaHuuuBaTh HpUeM KHUJIKOCTH IO KOJIUYECTBY H
BpeMeHU. Bona naercs kaxaple 1-2 gaca u He MeHee 2-3 pa3 HOYbIO.

Meouxamenmosnas mepanus (3C)

[Ipu BbIpaXXEHHOM JerujpaTalvy, THUIEPTEPMHUU I[IOKa3aHO BHYTPHUBEHHOE KalelbHOE
BBeJeHHE 5% pacTBOpa TIIIOKO3bl C TMOCIEAYIOUIUM MEPEeXoloM Ha JApoOHOe MepopaibHOe
BBEJICHUE.

Jluypemuxu
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- T'uopoxnopomuazuo BBOIAT B 03¢ 1-2 mr/kr/cyt. JleficTBUE CBS3aHO C MHIYIIUPOBAHHBIM
TUTIOBOJIEMHEH YBEIMYEHUEM peadCcopOIMu HATpusi W BOJBI B NMPOKCUMAIBHOM KaHAJbIIE, YTO
CHIDKAET BOJHYIO HAarpy3Ky Ha AJ[[ -4yBCTBUTEIbHBIE YACTH COOMPATETHHBIX TPYOOK.

- Amunopuo UCTIONB3YIOT B CyTOYHOM 03¢ 0,3 MI/KI/CyT.

Bo3MOxHO coueTaHHOE NpPUMEHEHUE JBYX IIpernapaToB, TaKk KaK aMWJIOpui o0yajaeT u
KaJIMHCcOepEraroIiM ICHCTBUEM.

Hecmepouonvie npomugosocnanumenvrvle npenapamol

[Toxazano nmpumenenue urdomemayuna 0,75-2 mr/kr/cyt (B nBa-Tpu mnpuema). broxupys
pEHABHBIM CHHTE3 NPOCTArJIaH/IWHOB, SBIAIOIIMXCS AHTArOHUCTAMH AHTUIUYPETHYECKOTO
rOpPMOHa, IIperapaT MOBbIIIAeT KOHIICHTPALMOHHYIO CIOCOOHOCTh TOYEK.

IIpoduinakruka (nepBu4IHAs)

CBOEBpEMEHHOE MEAUKO-TEHETUUECKOE KOHCYJIbTUPOBAHHUE.

Benenue nanueHTOB U peadUIUTALMOHHbIE MEPONPUSTHSA

Kontpons KIIC, kpeaTnHNHA, 31EKTPOIUTOB KPOBH (Kaluil, HATpHil, xiopusl) - 1 pa3 B 3
Mecsia (rocie moadoopa ONTUMAILHONH MEAMKAMEHTO3HOM Teparun).

V3U nouek — 1 pa3 B 6 MecsiieB

IIporno3

W3neueHnst OT BpOXKJICHHOTO HEPPOTeHHOTO HecaxapHoro quadeTa He HAacTymaeT. B rpyiHoM
BO3PACTE BO3MOJXKEH JICTAIBHBIN NCXO/ Ha (POHE 37I0KAYECTBEHHOW TMIIEPTEPMHH, HE TTOAIAI0IICHCS
JICYCHUIO aHTUITUPETUKAMHU, BCJIEICTBHE OBICTPO pa3BuBILIeiics neruapartanuu. Co 2-ro rojaa >Ku3Hu
IIPOTHO3 YIYYIIAETCS B CBS3U C IOSBIEHUEM XKaXIbl M CIIOCOOHOCTH aJIeKBaTHOIO IIpHeMa
KUJKOCTH.

CHH/TPOM JTH/TIVIA

Omnpenesienne

Cunapom Jlumnaa (nceBmoanpaocrepornsm) (OMIM  177200) -  HacimencTBeHHOE
3a00JIeBaHNe, XapaKTepHU3ylolleecs paHHUM JeOI0TOM TSKEIOW apTepHalbHON THUIEPTEH3UH, B
COYETaHUM C HU3KMMHU YPOBHSIMH aKTHMBHOCTH PEHHMHA W aJbJIOCTEPOHA TUIA3MBI, THIIOKATHEMHUEH U
META0O0IMYECKUM ATTKAI030M.

NuAeMHOJIOT U

PacnpoctpaneHHocTh Hen3BecTHA. ONUCAaHbl €MHUYHbIE CITyYau.

ITHONATOreHe3

AyTOCOMHO-TOMMHAHTHBII THN HacjegoBanusa - mytanuu reHoB SCNN1B, SCNN1G
(moxyc 16p12.2), xoTopbie MPUBOAAT K HAPYHICHUIO CTPYKTYPHI M Y CYOBEIMHHUI] aMUIOPU-
YYBCTBUTEIBHBIX SMUTEIHANTBHBIX HaTpUeBbIX KaHaioB (ENaC) cBs3yrommx KaHAIbIIEB U TJIaBHBIX
KJIETOK KOPTUKAJIbHBIX COOMPATENbHBIX TPYOOK.

3amemnennem nerpanmanuu ENaC mposiBnsercss m30biTouHOW peabcopOnumeil Hatpus wu
norepeil kamus. M30biTouHast peabGcopOumsi HaTpusi BeleT K apTepUAIbHON T'HIEpTEH3UU
BCJICJICTBHE YBEIMUYEHHsI OObEeMa IMPKYIUPYIOIIEH KPOBH, YTO MOAABISET CEKPELHI0 PEeHUWHA U
QJIbJJOCTEPOHA.

Kinnuyeckasi kKapTuHa

XapakTepHBI.

» Tspkenas oObemM3aBUCUMas apTepralibHas TUIIEPTEH3US

= [Tonmuypust

* Mbl1Ie4YHast TUIIOTOHMSI, OBICTPasi yTOMIISIEMOCTb, TAXUKapIUs
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» OTCTaBaHME B ICUXHUYECKOM U (PU3NYECKOM Pa3BUTHUHU.

JImarnocruka

Huaenocmuueckue kpumepuu (4C)

- ['unokanuemus

- Merabonuueckuii ankanos

- Hu3kas akTHBHOCTh pEHUHA IJ1a3Mbl

- Hu3kue ypoBHU ajib10CTEPOHA IJ1a3Mbl

JAunddepenuuanbHasi IMATHOCTHKA

- [lepBUYHBIN TUTIEPATIBIOCTEPOHU3M
- Hexotopeie BapuanTts! cunapoma Muenko-Kymmnnra

BusyanunzanmoHHasi JMATHOCTHKA

Heundopmarusua

Koncyapranum cnenuajucron

[To noka3zaHusM: KapauOJIOT, SHIOKPHUHOJIOT, HEBPOJIOT, TUETOJIOT T€HETHUK.

CxpuHUHT

- KUIC (pH xpoBu, HCO3', BE)

- OMOXMMHMYECKOE HCCIIeI0BAaHUE KPOBU: KalIUi, HATPHUIA, XJIOPU/IbI, KpEATHHHUH

IIpumeps! 1UarHo3o08

- Cunopom Jluoona. Apmepuanvnas eunepmensus 2 cmeneHv. XpoHuueckas 00/1e3Hb NO4eK
2 cmaous.

Jleuenne

- OrpanuyeHue nNoTpeOIeHUs CONn

- HazHaueHue kanuiicOeperarinx JMypeTukoB (aMIIOpuI, TPUAMTEPEH)

- [IpuMeHeHre CIMPOHOIAKTOHA HEelleecO00Pa3HO, B CBSA3H C PE3UCTEHTHOCTHIO

IIpodunakTuka (mepBuYHAas) HE CYIIECTBYET.

Benenne nanueHToB M peadMJIMTAMOHHbIC MEPONIPUATHS

KonTpons KIIC, anekTponuToB KpoBHU (Kaiuii, HAaTpUi, XJIOPUIbI).

IIporuos

HecBoeBpemeHnHass auarHocthka OOJE€3HM W OTCYTCTBUE aJ€KBAaTHOM Tepamuu TKEIou
apTEpUAIIBHOM  TUIIEPTEH3MM MOXET IPUBECTH K  PA3BUTHIO  XPOHUYECKOW  IOYEYHOU
HEJ0CTaTOYHOCTH, BIUIOTH 10 TEPMUHAIBHOM CTaIUU.
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