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CIIUCOK COKPAIIIEHUN

AIl' — aHTHINYPETUYECKUI TOPMOH

AT® — aneno3unrpudocdar

['®P — runodocdaremudeckuii paxut

KOC — KHCIIOTHO-OCHOBHOE COCTOSIHUE

KILC — KHCIOTHO-IIEIOYHOE COCTOSHHEC

PTA — peHanbHO-TYOYJISIPHBIN aruio3

V31 — ynpTpa3ByKOBOE UCCIETOBAHUE

XITH — xpoHuyeckas rnodyeqyHas HeIoCTaTOYHOCTh
HAM® — nukIndeckuit aneHo3uHMoHodocdar

MOTUBAIIMOHHAS XAPAKTEPUCTUKA TEMbI

OO0muree BpeMs 3aHATHSI: [ YAaCOB.

TyGynonatun — 3T0 reTeporeHHas rpynma HacjaeACTBEHHbIX U IPUOOpEeTeH-
HBIX [MOYEYHBIX KAHAJBLEBBIX (PEHAIBHBIX TYOYJSIPHBIX) JUCPYHKIINM, UMEIOIINX
pas3nuyHOe TeYeHHe M ucxoi. Bpaduy HeoOX0AMMO 3HATh NMPUYMHBI, MEXaHU3MbI
pa3BUTHA, KIMHUYECKUE MPOSBICHUS, NMPUHIUINBI AUPPEpeHInanbHON AUarHo-
CTUKHU TyOyJIOMaTHii, YTO MO3BOJUT CBOEBPEMEHHO NOCTABUTh JIMArHO3 M Ha3Ha-
YUTh JICUEHUE.

Henab 3aHATHS: HAYYUTHCS JTUArHOCTUPOBATH TyOyJIOMAaTHH, HA3HAYATh HE-
00XOJIMMBIN 00BEM 00CIIEIOBaHUS U JICYEHUS, COCTABIATh IUIAH MOCIEIYIOIIEro
HaOJIOACHUS U BEACHUS Al[MEHTOB.

3axauu 3aHATHA:

1) 03HaKOMUTBCS C MOHATUEM TYOYJIONATHH;

2) yCBOUTH pa3IMUHbIE BApUAHTHI Kilaccupukanuii TyOynonaTui;

3) U3y4nTh OCHOBHBIE CUMIITOMBI, XapaKTEpHbIE JJIs1 TyOYJI0MaTui;

4) oBnafeTh HAaBBIKAMU JUATHOCTUKH TYOYyJIONATHH;

5) Hay4uThCS MPOBOAUTH AU(D(HEPEHIIMANTBHYIO TUATHOCTUKY TyOyJIOmaTHit
C IpYyrUMH 3a00JI€BaHUSIMH, B TOM YHUCJIE U PA3JIMYHBIX BAPUAHTOB TyOyJIonaTHii;

6) HAyYUThCs] HA3HAYATH JICUEHUE peOCHKY ¢ TyOyIonaTue;

7) yCBOUTh TaKTHKY JalbHEUIIEro HAOIIOJICHHUS 332 JSTbMHU C JIUArHO30M
TyOyJonaTus.

TpedoBaHUsA K MCXOHOMY YPOBHIO 3HAHUIA:

— U3 TUCTOJIOTMH, LIUTOJOTUHU, SMOPHOJIOTHH: CTpoeHue HedpoHa, BO3pacT-
Hble 0COOCHHOCTH MOYEK Y JETEH;

— HOPMaJIbHOM aHATOMUU: CTPOEHHUE, KPOBOCHAOKEHUE, TONOTpadust MOYKY;

— HOpMaJIbHOUN (PU3HOJIOTHH: peadcopOIus, GUIbTpaIrs, CEKPELUs dIEKTPO-
JUTOB U OPraHUYECKUX BEILECTB;

— naronorudeckor ¢uznonorun: MexanusM Hapymenuit KOC, mossrnenus
TaKUX CUMIITOMOB, KaK IOJUYPHUS U NOJIUIUIICHUSA;
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— IIPOIEEBTUKU JETCKUX O0se3Hel: MEeTO/bl OOIIEKIMHUYECKOTro 00ciieno-
BaHMS JETeH, OIICHKU (PYHKIIUM MOYeK;

— (hapMaKoJIoruu: KiacCUpUKAIKSI U MEXaHU3M JIEUCTBUSI TUA3UIHBIX U Ka-
auiicOeperaromux TMypeTUKoB, THIIOTEH3UBHBIX MPENapaToB, UCIOJIb3YyEeMbIX IS
KOPPEKIUU BOAHO-3IEKTPOauTHBIX HapyuieHui, KILC, munepanbHoro oomena.

KoHTposbHBIE BONIPOCHI U3 CMEKHBIX IMCHMILINH:

1. Ctpoenue HedpoHa.

2. KpoBocHaOkeHHE MTOYKH.

3. KimyGoukoBast punbTpanus u peadbcopOius B KaHAIbLAX.

4. MexaHnu3Mbl pa3BUTHS alp03a M aJKajgo3a, MOJUYPUU M IOJUIUIICUH,
paxuTHueckux aedopmariiii mpu TyOyIomaTusX.

5. UnTtepriperanus u3MeHEHUN OOIIMX aHATU30B KPOBU U MOYH, OUOXHMHUYE-
CKUX aHAJIM30B KPOBU U MOYH, TOPMOHAJILHBIX UCCIIEOBAHUM.

6. Kimaccudukanusi 1uypeTuKoB, MEXaHU3M JIEUCTBUS, MIOKa3aHUs, TPOTUBO-
MoKa3zaHusi ¥ MoO0YHbIE YD DHEKTHI.

KoHTposbHbIE BONPOCHI 110 TeMe 3aHATHS:

1. JlaiiTe omnpesielieHue TEPMUHY «TyOYIIOTaTHsI.

2. 3noxuTe pa3inuyuHble BapUaHThl KilaccuuKanuii TyOyI0maThid.

3. U3noxxuTe OCHOBBI STHOJIOTUH H MTaTOTEHE3a.

4. Ha3oBUTE KIIMHUYECKUE MPOSIBICHUS PA3JIMYHBIX BAPUAHTOB TyOyJIOMAaTHIA.

5. [lepeuncnure nabopaToOpHbIE KPUTEPHUH TYOYIIOMATHIA.

6. M3noxxnute OCHOBHBIE MTOAXO/IBI K TEPATUH TyOyIOTmaTHiA.

7. CocTaBbTe IJIaH HAOMIOJEHUS U BEJCHHUS MAlMEHTOB C JUArHo30M TyOy-
JIOTIaTHs.

KJIACCUDPUKALMUA TYBYJIONMATHI

TyOynonatum — rereporeHHasi rpymnmna MOYeYHbIX KaHAJIbLEBbIX JUCHYHK-
Ui, TpUYMHAMH KOTOPBIX SIBISIOTCS pa3IMYHbIE HApYIICHUS TYyOYJISIpHOTO
TPaHCIIOPTa AJIEKTPOIUTOB, MUHEPAJIOB, BOABI U OPraHUYECKUX BELIECTB HACIEM-
CTBEHHOI'O MJIM MMPUOOPETEHHOT0 XapaKkTepa.

Enunoit oOmenpunsaTol knaccudukanuu TyOysromaTui, oTpakarolied Bce
MHOT000pa3re TreHEeTUYECKUX HapYyLIEHUH, 3THONATOr€HETHYECKUX U KIMHHUYe-
CKHMX MposiBIeHUH, HEeT. [IpuHsATO KiIaccuuuupoBath TyOyJIONAaTHHN Y JETEH Clie-
JTYIOIIAM 00pa3oM:

1. IlepBuunbie (00YCIOBIECHBI MEPBUYHBIM MOYEYHBIM KaHAJIbIEBbIM Je(eK-
TOM KJIETOYHO-CIEHU(PUUECKUX TPAHCIIOPTHBIX CUCTEM) U BTOPUYHBIE (KaK IMpO-
SIBJICHUSI CUCTEMHOTO 3a00JICBaHUS).

2. HacnencTBeHHbIE U PUOOPETCHHBIE.

3. Ilo nokanu3anuu TPaHCIIOPTHOTO JAepeKTa — MPOKCUMANbHbIE, AUCTaJb-
HBIE U C MOBPEXKICHUEM BCETO KAHAJIBLIEBOIO AIIapara.

4. Tlo BenymeMy KIMHUYECKOMY CUHAPOMY — IOJIUYPHUH, TUIIEP- U TUIIOKA-
JUEMUH, TUIOMarHUEMHH, META00INYECKOr0 KaHAJIBLIEBOTO alliA03a WIH alKaJIo-



3a, HEe()POKAIBIMHO3a U YPOJIUTHA3a, PAXUTONOJOOHOMY CHUHAPOMY, apTepHallb-
HOW TUIIEPTEH3UEM.

5. C y4eToM TeHeTHUeCKMX HapyUIEHUN TPAHCIOPTHBIX CUCTEM B KaHAJbIaX
U cOOMpaTeNbHBIX TPyOKax.

6. C yueToM MexaHM3Ma HapyUIEHUN KIETOYHO-CIENU()UUEeCKOro TpaHCIop-
Ta B KaHAJIbIIAX U COOMpPATENbHBIX TPYyOKax.

B muddepennnanbHO-AMarHOCTUYECKOM IIJIaHEe MPAKTHYECKYI0 3HAYUMOCTD
JUIS TIEAUATPOB MPEACTABISACT BEAYIIMH KIMHUYECKUH CHHIPOM TYOyJIONaTHH.
OOmenpuHATH Kiaccu(pukanyuy TyOyIomaTuii o Jokanu3anuu nedexra (tadm. 1)
U B 3aBUCUMOCTH OT BEAYIIMX CUHIPOMOB (Tad:. 2), paspadoranusie IO. E. Benb-
tuieBsiM U J. A. FOpbesoii B 1978 T.

Tabnuya 1
Kanaccnpukanus tydyaonaTuii no joxkanuszauuu aedexra
Jlokaan3anusa
IlepBuuHbIe TYOyJIOIATHH BropuuHnsbie TyOyJ0naTun
MOPaKEHU S

HpOKCI/IMaHBHBIe HU3BH-
TBhIC KaHaJIbIIbI

Cunapom ae Tonun—JleOpe—
daHKOoHM, TITFOKO3aMHHOBBII
nuaber, riaoko3ypus, (oc-
¢baT-nuabeT, aMIHOAIM Ty PHS
(uMCTUHYpUS, UMUHOTJIUIIN-
Hypus, 60e3Hb XapTHyTa,
TIIMLIUHYPUS ), TOYESYHBIIH
TyOynsapHbIi anuaos |l tuna

Huctuno3, cunapom Jloy, Tupo3uHe-
MUs1, TAIAKTO3EMUS, [NIMKOT€HO3BI,
HAaCJIEeACTBEHHAs! HEIEPEHOCUMOCTh
(GPYKTO3BI, IPH OTPABICHUHU COJISIMU
TSKEJIBIX METaJIOB, 00Je3Hb Buiib-
coHa—KonoBasioBa, nepBUYHBIN T'U-
neprapaTupeonini3m, runodocdara-
3Msl, LIEJIMAKUs, CHHIPOM AJIbIIOpTa

Oo011ee noBpeXxIeHUE -
KaHAJIBIEBOTO armapara

[lepBuuHnas runepokcanypus, caxap-
HbIN auaber, kcantunypus, XI1TH,
HedpoHoh T3 DaHKOHU

JucranbHbI KaHaen [Toyeunsli HECaxapHBIN
nuabeT, MOYeUHbIH TyOysp-

HEI armmnos | Tuna

[Muenoneppur

Tabnuya 2
Kaaccndukanusa TyOyjaonaTuii B 3aBHCHMOCTH OT BeyIIUX CHHIPOMOB

Benymuii cuHapom
[Homuypus

IlepBuuHble TYOyI0NATHH
[Toueunas rroko3ypus, moyed-
HBIM HecaxapHbIi [uader (1mces-
JOTUIOATBIOCTEPOHU3M)

BropuuHsblie TyOyJI0OnaTHH
Hedponoptuz dankonu, nueno-

HepUT

AnoManuu ckenera

(moyeuHble ocTeona-
THH)

docdar-guabder, cunapom ne To-
Hu—/leOpe—DaHKOHU, TOUYCTHBIN
coNeBoi muabdet (TICeBAOTUIOoahb-
JOCTEPOHU3M), TIOYEUHBIH TyOY-
JSIPHBINA allUI03

D-3aBucumslii paxur, runogocda-
Ta3usl, MEJMAKHsL, TICEBOTHIIONA-
paTupeonIn3M, MePBUUHBIN
THIIEPIIAPATHPEONIN3M, IIUCTUHO3,
tuposunemusi, XI11TH

Hedponutuas

[ucturypus, rmuuuHypHs
Y UIMHUHOTIJIMLIUHYPUS

D-3aBucumeblii paxur, runodocda-
Ta3usl, [ENUAKUs, ICEBOTUIIONA-
paTUpPEOUIU3M, TEPBUYHBIN
rUnepnapaTupeonan3M, HUCTUHO3,
tupo3uHemusi, XITH




THIMIOPOCPATEMUYECKUA PAXUT

ITHUOJIOTUA U IATOTEHE3

['unodocdaremuyeckuit paxut (pocdar-auader) — 3aboeBaHUE, CBI3aHHOE
¢ nedexkroMm peadbcopOumu GocharoB B MPOKCUMATBHBIX KaHAIbIAX, MPOSBIISIO-
nieecst ¢ocdarypueid, runopocpareMueit U BBIPAKEHHBIMU PAXUTUYECKUMH H3-
MEHEHUSMH, PE3UCTCHTHBIMU K OOBIYHBIM J103aM BuTamMuHa D.

OmnucaHo HECKOJBKO HACIEICTBEHHBIX (POpM OOJIE3HHU, MPOTEKAIOMUX C H30-
JUPOBAHHBIM HaPYIICHHEM MTPOKCHUMAaIIbHOM peabcopOuuu (pocdaToB B MOUKax:

— I'®P X-cuemieHHbli JOMUHAHTHBIHN,

— ['OP ayToCOMHO-IOMUHAHTHBIN;

— HacneacTBeHHsl ['OP ¢ runepkanpumypueii, ayToCOMHO-PELIECCUBHBIN.

B Hopme Tpancnopt ¢ocdaroB yepe3 JIOMHUHAIBHYIO MEMOpaHy MpPOKCH-
MaJbHOTO KaHaJblla OCYIIECTBIAECTCS HaTpuii-hochaTHBIMU KOTpPAHCIIOpTEpaMU
(sodium-phosphate transporter 2a, 2c—NPT2a, NPT2c), akcnipeccust KOTOPbIX MO-
mudunupyetcs pakropom pocra Gpudpodmactos-23 (fibroblast growth factor 23 —
FGF23) u maparropmonom. FGF23 cnocobGctByer pasButuio ¢ocdarypuu mo-
CpelCTBOM yrHeTeHusi peadcopOuuu docdaToB, BciencTsue penykiuu NPT2a,
NPT2c¢ u nogaBieHus S3KCIpeccuu 1-o-ruapoKCcuiia3bl ¢ OCIEAYIOIEH Cylpeccu-
el nupkynupytromero 1,25(0OH),D. IlaparropmMoH Takxke HHruOupyer peadcopO-
nuto (pocdaroB B MPOKCUMAIBHBIX KaHAJbLAX, HHAKTUBUPYS HaTpuii-pochaTHbie
KOTpaHcnopTepsl, HO B otiauuue oTr FGF23 OgHOBpEMEHHO MHIyLIUMPYET TpaH-
CKpUIIUIO 1-a-ruapokcuiassl, ctumyiupysa cunare3 1,25(OH);D B npokcumalb-
HBIX KaHaJIbI[aX, YTO BeAeT K MoBbIieHUI0O NPT2b-3aBucumMont kumieuyHoit abcop0-
uH GocdaToB U MOAABICHUIO TPAHCKPHUIIIIMK TE€HOB MapaTrOPMOHA.

[lpu X-cyennennom oOomumanmuom ['®@P wmytanmuu B reHe Qocdar-
peryJIupyromed TOMOJOTHYHOM JHonenTuaassl B jokyce Xp22.1 (PHEX —
phosphate-regulating endopeptidase homolog X-linked) npuBoasT k HapyIIeHHIO
(bepMeHTHBIX cHUCTeM, ocymlecTBisiromux nporeosm3 FGF23. M36eitok FGF23
oOyciaBnuBaeT HapyiieHue peadbcopOunu ¢ochaToB B MPOKCUMATIBHBIX KaHAJb-
1[ax MoYex, 4to GOopMHUPYET XapaKTepHbIM OMOXUMHUUYECKHUN (PEHOTHUII, TIPOSBIISIO-
muiics pocharypueit, runodocharemueii, HU3KUM WM HOPMAIHHBIM, HO HEA/ICK-
BAaTHO CHIKEHHBIM OTHOCHUTENbHO runodocdaremun ypoBHeMm 1,25(OH);D:s.
HecMoTpst Ha TO, 4TO K HacTosAleMy BpeMeHu omucaHo Oosee 170 myrtaruit
PHEX-rena (MuCceHC, HOHCEHC, JEJICINH, CIUIalic-CalT MyTalluu), OTYETIIUBBIC
TeHOTHUN-(EHOTUTTMYECKHIE KOPPEIISAINH HE OTIMCHIBAIOTCS.

[TpuunnHOU aymocomno-oomunanmuoeo I'@P sBAsSETCS HENOCPEICTBEHHOE
BO3HHMKHOBeHHUE MyTanuii B reHe FGF23 na xpomocome 12p13.3, popmupyrommx
YCTOMYHBOCTH (haKTOpa K MPOTEOIUTHISCKOMY PaCHICTICHUIO.

Aymocomuo-peyeccusnwiii Hacieocmeennviti I @P ¢ eunepranvyuypueti pas-
BuBaeTcs BeaeacTBue mytanuii B reHe SLC4A3 Ha xpomocome 9q34, Hemocpen-
CTBEHHO KoAupymoieM Hatpuii-¢pocdatubiii korpancnoprep (NPT2c) mromunanb-
HOW MeMOpaHbI MPOKCUMAJIbHBIX KaHAJIBIIEB.



KIIMHUYECKAS KAPTUHA

3aboneBanue manudectupyet B Bo3pacte 9—13 mecsuer. Knuanueckas kap-
THUHA MPOSBIISETCS OTCTABAHUEM B POCTE, pa3HOOOPA3HBIMU CUMITOMAMH PaxuTa,
HamOoJiee paHHUM U3 HUX — MPOrpeccUpyroliee, HECMOTPSl Ha MPOBEJIEHUE TIPO-
(GUIAKTUKU paxuTa OOBIYHBIMU J103aMH BUTaMHHa D, HUCKpHUBIEHHE HUXKHUX KO-
HEYHOCTEH, yarnie BapycHoe (puc. 1). OTMmedaercs 3aepikka CpOKOB MPOpe3bIBa-
HUS 3yOOB, TUITMYHBI 1E(PEKTH IMAIA U MHOKECTBEHHBIN KapHec.

Puc. 1. O-o0pa3Hble 1edopMaluy HIXKHUX KOHEUHocTel mpu (ocdar-auadere

JANATHOCTHUKA

Benymumu nadopatopusiMu cumnromamu FGF23-3aBucumbix popm ['OP
(X-cuemnennbiii nfomuHanTHBIA ['®P, ayTocomHo-nomMuHanTHEIN ['DP) sBnsroTcs:

1) runopocdaremus: (Mmeree 0,8 MMOJIB/JT), TOBBIIICHHE AKTUBHOCTH IIEJIOY-
HOU (ocdaTazbl, HOpMATbHBINA YPOBEHb KAIBIUS B CHIBOPOTKE;

2) pochatypus;

3) 25(0OH)D; B HOpME, ypoBeHb 1,25(0OH),D3 Hu3KkHii WK B TIpeieaax HOPMBI;

4) ypoBeHb APATTOPMOHA HOPMAJIbHBIN UM HE3HAYUTEIILHO MOBBIIIICH;

5) KIIIC B HOpME.

PekomeHnnyemMble UcclieI0BaHNUS:

— KIIC (pH xposu, cranmaptubiii Oukapoonat (HCO;), BE);

— OMOXMMUYECKUI aHaJIN3 CyTOYHOM MOYH C OIpeIeieHueM ypoBHs Gochatos;

— cooTHoIIeHue (ocdaTbl/KpeaTUHUH B pa30BOi (BTOpOM yTpeHHEN) mopuuu
MOYH,;

— OMOXUMUYECKUN aHamu3 KpoBU: Gocdop, Kanblui, KpeaTUHUH, LIEJ0YHas
docdarasa;

— YPOBEHb ITapaTrOPMOHA.

Huarnoctuueckue kpurepun FGF23-3aBucumbix ¢popm ['OP npencraBiens
B TaOI. 3.



Tabnuya 3
JMuarHocTuyeckne kpurepun FGF23-3apucumsbix gopm I'OP

Iloka3zaTenb X-I'oP
Dochop CHIBOPOTKU Huxe Hopme! (runodocdaremust)
Dxckpenust pochaToB ¢ MOYOM Beimie HopMbI ((pakiuoHHas SKckpenus > 15 %)
Kanbuuii cbIBOpOTKH Hopma
OKCKpelysl KaJIbLiUs ¢ MOYOH Hopma
DKcKpenus 0eaka ¢ Moo Hopma
OKCKpelysi aMUHOKHCIIOT C MOYOH Hopma
DKCKpenus rI0K03bl C MOYOI Hopma
1,25(0OH).D3 Hwke HOpMBI/HOpMa
25(0OH)Ds Hopma
[Tapatropmon Hopma/He3HaunTenbHO MOBBIIIECH
KIIC OTtcyTcTBrE METaOOJIMYECKOTO Ay 1032

C 1enpio OmpeneacHus BBIPAXKEHHOCTH PaXUTUYECKHX M3MEHEHUH CKejeTa
PEKOMEHIOBAHO ITPOBOIUTh:

— peHTreHorpauio KMCTEH, onpeaecHue KOCTHOTO BO3PAacTa,;

— peHTreHorpauo TPyOUaThIX KOCTEH TOJICHEH C 3aXBaTOM KOJICHHBIX CY-
cTaBoB (puc. 2, a, 0);

— OCTCOJACHCUTOMCTPHIO.

Puc. 2. Peatrenonorndeckas kaptuaa ¢ocdar-auadera:
@ — PEHTreHorpaMMa HHXKHHUX KOHEYHOCTEH B MPSAMON MPOEKIMH; 6 — PEHTI€HOrpaMMa HUX-
HUX KOHEYHOCTEH B PAMOI 1 OOKOBOW MPOEKIMIX

VY3U nouek y aereil, He MOJIy4aBUIMX TEPAIUIO, BCEraa B HOPME, HO B XOJI€
neuenns 1,25(0OH);D; o0s3aTenbHO pEeKOMEHJAOBAaH JUHAMUYECKUNW KOHTPOJb
VY3U nouek B CBSA3M C BO3SMOKHOCTBIO Pa3BUTHS HE(DPOKATBITMHO3A.

BaxHbpIM METOAOM AMArHOCTUKU y nmanueHToB ¢ ['OP sBnsercs npoBeneHue
TEHETUYECKOTO aHAJIN3A.



HMpunuunsl 1uddepeHInATbHOA JTUATHOCTUKH

1. FGF23-3aBucumbie  ¢opmbr 'GP  HeoOxoaumo  auddepeHmpoBaTh
c 00bIYHBIM BUTaMHUH-D-nedunutasiM paxurom, auctanbHbiM PTA, cunapomom
®dankonu (e Toun—/leodpe).

2. HacnenctBennslii '®P ¢ runepkanplinypueil oTiudaeTcs oT X-CIEIIeH-
Horo aomuHaHTHOro I'®P moBbeimeHHbIME ypoBHsAMHU 1,25(OH),D3, 25(0OH)Ds,
HU3KUM YPOBHEM IMapaTrOpMOHA M BBICOKOW aOCOPOIIMEH KaabIus B KUIIICUHUKE.

JIEYEHUE

KoncepBatuBHoe jedenne. CtangapTHas Tepanus X-CLEIJIEHHOTO U ayTo-
COMHO-TOMHHAHTHOrO ['OP ocHOBaHa Ha OJHOBPEMEHHOM HA3HAYEHWUU HEOPTa-
HUYeCKuX (ocaroB M aKTHBHBIX aHAJIOTOB BUTaMHWHA D (Yalme KaabIUTPHOI,
TaK)K€ HCIOJIb3yeTCs alb(akaiblUA0) U HalpaBieHa Ha KIMHUYECKOE H3JIeue-
HUE€ paxuWTa, YIy4dlIEHHE THCTOJIOTUM KOCTHON TKaHU. PaHHee Haudano jedyeHus
MO3BOJISIET U30ekaTh JAedopManiuu Koctei. Jlo3bl U IIIUTEIHLHOCTD JICUSHUSI OTIpe-
JEJSIIOTCS  BBIPQXKEHHOCTBIO PAXUTUYECKUX HU3MEHEHHH, ypoBHeM ¢ocdaToB
B KpOBHU, BO3PACTOM MaIMEHTOB. boiiee BbICOKHE JI03bI MpeErapaToB HEOOXOIMMBI
B Hauajie Teparuu U B IEPUOJIbl HHTEHCUBHOTO pocTa pebenka. OnTuManbHbIe J10-
31 (hochatoB He ompeneneHbl. OOBIYHO PEKOMEHIYETCS MEePOPAbHBINA MPUEM
docdara B 1o3e 30—40 MI/Kr B IeHb MO 3NieMeHTapHOMY (Pochopy B 4—5 mpueMOB.
Bo3MOHO mOBbIIIEHUE J103b1 (oCcPaATOB B MEPUOABI MHTEHCHUBHOTO pocTa (110
55—70 Mr/Kr B eHb 1O AneMeHTapHoMy (ochopy). Llens — moctuxenue ypoBHs
dbocdaror ceiBopoTku 1,0-1,2 mmouns/n. 1,25(0OH);D3; npumeHseTcss B €XeaHEB-
Hoit nmo3e 0,02—0,05 mxr/xr/cyt (20-50 ur/kr/cyt) B 2-3 npuema. C mebio
npefoTBpanieHus GopMupoBaHusl HEPPOKAIBIIMHO3a HEOOXOAUM JTUHAMUYECKUI
KOHTPOJIb IKCKPEIMU Kbl C MOYOM, COACpKaHUs Kanblus, Gpocdopa, akTUB-
HOCTH IIeTouHOM ¢docdarassl B ChIBOpOTKE kpoBH, ¥Y3U mouek. B xauecTBe amb-
TEPHATUBBI KAJTBIUTPUOTY MOKET ObITH UCIIOJIb30BaH allb(aKaabIIua0I.

Jleuenne peKOMOWHAHTHBIM TOPMOHOM pOCTa OO0JAJAaeT CTUMYIHPYIOIIUM
3¢ PeKTOM B OTHOIICHUH XOHJPOIIMTOB W OCTEOOJACTOB, OMOCPEIOBAHHO ITOBBI-
[IaeT peHaJbHYI0 TYOyJISIpHYI0 peabcopOirio u ypoBeHb (hochaToB B KPOBHU.

KoHcepBaTHBHYIO TepaIuio NalMEHThI MOTYYatoT MPAKTHYECKU MOKU3HEHHO.

Xupypruueckoe jedenue. [Ipu mo31Ho HAYaTOM KOHCEPBATUBHOM JICUECHUU
['OP BO3MOXHO HPOBEAECHUE OPTONEAUYECKON XUPYPTUUECKOW KOPPEKUHH IJIst
ycTpaHeHusl aedopmaiii HIKHUX KOHEYHOCTeH. Onepaiiusi BBITIOJHIETCS TOCIe
3aKPBITUS SMU(PU3APHBIX 30H POCTAa U MPU HOPMAJILHOM YPOBHE IIEJIOYHOM (hoc-
¢darasel B TeueHUE 3—6 MecsIIeB.

Benenune nanmeHTOB pe1yCMaTPUBAET:

1. B nauvane Tepanuu, B T€UEHHE IMEPBBIX YETHIPEX HEACINb, €KECHECTbHBIM
(1 pa3 B HEeZeNMI0) KOHTPOJIH JTA0OPATOPHBIX MMOKA3aTeNeH, ypoBHeH Kanbius, Ghocdo-
pa, menoyHol (ocdaraspl, maparropMoHa B KPOBU, SKCKPEIUH KaJbius, Gpocdaron
C MOYOil. AMOYJaTOPHBII KOHTPOJIb pocTa Ja00PaTOPHBIX JAHHBIX MIPOBOJUTCS HE
MEHEE YEThIPEX pa3 B roji, MpU HEOOXOIUMOCTU TPOBOJUTCS KOPPEKIUS TEPATUH.

2. Y3U nouek He MeHee | pasza B TOJ I UCKITIOUYCHUS] HEPPOKAIBIIMHO3A.
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IMPOKCUMAJIbBHBINA PEHAJIBHBIN TYBYJISIPHBIN ALTU103
(11 TAII)

[Tpoxcumaneubiii PTA (II Tum) — 3aboneBanue, XapakTepu3yroleecs: Hapy-
menreM peabcopouuu OukapoonatoB (HCOsz) B NmpOKCHUMAaNIbHBIX KaHAJbIAX.
OnucaHo HECKOJIBKO (hOpM MEPBUUHOIO poKkcuManbHOro PTA (M3051mpoBaHHOrO0):

— ayTOCOMHO-/IOMUHAHTHBIM;

— ayTOCOMHO-PELECCUBHBIN C MATOJIOTHEN I1a3 U OTCTABAHUEM B YMCTBEHHOM
pa3BuTHH, 00ycnoBieH mytanueit rena SLC4A4 (xpomocoma 4q21), HapyiieHueM
CTPYKTYpPBI HaTpuii-OukapoonaTaoro kotpancmoprepa-1 (Na*-COs-cotransporter —
NBC-1) 6azonarepanbHOil MEMOpaHbl TPOKCUMAILHOTO KaHAJIbIIA;

— CITOPaINIECKUiA:
a) TPaH3UTOPHBIN (AEeTCKUI), OOYCIOBICH HE3PEIOCThIO HATPHI-BOIOPOJI-
Horo aHtumnoptepa-3 (Na'-H* exchanger — NHE-3) anukansHOl MeMOpaHbI

MPOKCUMAIBHOTO KaHAJbIIA;

0) mepCUCTUPYIOIIUH (B3pOCIIBIN).

Bropuunsiii npoxkcumanbshbiii PTA oOycioiieH psgom 3a001eBaHUM: ITUCTH-
HO3, TaJlaKTO3eMusl, TauKoreHo3 (tum I), Tuposunemus, 0oyne3Hb BuibcoHa, ru-
neprnapaTupeonuan3M, MeIyJUIspHas KUCTO3Hasi O0oJie3Hb, BUTaMUH-D-aedunut-
HBIM ¥ 3aBUCUMBIA PaxuUT, UJAHONATHYECKAS TUMCPKAIBIINYPHS, TICPBUYHAS THIIC-
pokcairypusi, cuaapom Jloy, cunapom Illerpena, MHOKECTBEHHAsI MUEIOMa. TaKkxke
OH MOJKET OBITh BBI3BAH TOKCHYECKHM IMOPAKCHUEM MPOKCHMAIBHBIX KaHAIIBIICB
COJISIMH TSDKEJTBIX METAJNIOB, HEKOTOPBIMH JICKAPCTBEHHBIMHU CPEICTBAMM.

B HOpMeE B npokcHMaIbHBIX KaHaJbllax peadcopoupyercs a0 90 % npoduib-
TPOBaHHBIX OWKapOoHATOB. BcenencTBue HapymieHus: peadcopoimu 6ukapOOHATOB
B MPOKCUMAJILHOM KaHaJlblle OMKapOOHATYpHs Pa3BUBAETCS MPU HOPMAILHOM KOH-
[EHTpaIy OMKapOOHATOB B IJIa3ME KPOBU. DTO BEAET K METAOOIUYECKOMY allv-
703y MPU OTCYTCTBUM TOJKUCICHUS] MOYH, HECMOTPS Ha COXPaHHbIE MEXaHU3MBbI
TUCTanbHOM cekperun nMoHOB H'. Kak TOJMBKO KOHIIGHTpAlUs IUIa3MEHHBIX
OnKapOOHATOB CTAHOBUTCS HUKE MOPOTOBOI0 3HAYEHUS (B OOJBITMHCTBE CIIy4acB
MeHee 15 MMOJb/J Mpu OTCYTCTBUU JIeUEHUS ), TPOPHIBTPOBAHHBIE OMKapOOHATHI
HAYMHAIOT MTOJIHOCThIO PeadCOpOUpPOBATHCS, PEAKIIUSI MOUYHM CTAHOBUTCS KUCIIOM.

KIIMHNYECKASI KAPTUHA

Hanbonee ywacro 3aboneBanue mMaHudectupyer B Bo3pacte 1-18 mecsiies.
EnuHCTBEHHOE KIIMHUYECKOE MPOSBICHUE ayTOCOMHO-IOMUHAHTHOTO THIIA — OT-
ctaBaHue B pocre. [IpM ayTOCOMHO-PEIIECCHBHOM THUIIE HapsAy C OTCTaBaHHUEM
B pOCTE€ MPHUCYTCTBYIOT TJIa3HbIE aHOMaiuu (TJayKoma, KaTapakTa), a TakkKe
OTCTaBaHWE B YMCTBCHHOM pPa3BHTHH. J[JI1 TPAH3UTOPHOTO MJIAJCHYECKOTO THUIIA
XapaKTEPHBI 3aJIEPKKa POCTa, CHIDKCHHE alllleTUTa, TOUTHOTA, PBOTA, MPHUCTYIIBI
JETUIpaTalii U TUTIOTOHUH.
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JINATHOCTUKA

PexoMeHTyeMble uccaeq0BaHuUs:

— KIIC (pH xposu, HCO3~, BE);

— pH CBEXEBBITYIIEHHOW MOYH;

— OMOXUMUYECKUI aHAIIU3 CYTOYHOM MOYM: OIpEAesIeHUE YPOBHS TIIIOKO3HI,
docdarto, KanbIius, OenKa, TATPYEMbIX KUCTIOT;

— cooTHOIIeHHE (QocdaTbl/KpeaTUHUH, KaJdbIUi/KpEaTHHUH B  Pa30BOM
(yTpeHHe) MOpIUU MOYH;

— OMOXUMHUYECKUN aHAINU3 KPOBH: KalWUW, HATPUU, XJIOPUIBI, KaJdbllui, Goc-
dop, KpeaTuHuH, TIIOK03a, IenouHas ¢ocdaTasa.

Jnarnoctuyeckue kpurepun npokcumanbHoro PTA:

— MeTa0OJIMYSCKUH allig03;

— pH Mouu < 5,5 (B yc/0BHSX 1€KOMIIEHCUPOBAHHOIO allU03a);

— DKCKpELHs aMMOHHS — B HOPME;

— DKCKpELHs IUTpaTa — B HOPME;

— ¢pakunoHHas SKckpenusi OukapOonata Oonee 15-20 % (mpu HCO;
B I1azme > 20 MMOoJIB/m).

PekomennoBano mposeneHre Y3M mouyek mpu MOCTaHOBKE auarHosa. llpum
nepBuyHOM mpokcumanbHoM PTA Y3U nouek Bcerma B HopMe. OO0s3aTenbHBIM
ABJIAETCSI OCMOTP 0(hTaabpMOJIOra, HEBpPOJora.

Ju¢ppepeHunanbHas IMATHOCTHKA JOJDKHA NMPOBOIUTHCS C APYTUMH TY-
OynomatusiMu, TakuMu Kak cuuapoM Pankonu (ne Tonu—/leOpe) u nucTambHbII
PTA (I Tum).

JIEYEHUE

Jleuenue mnpemycMaTpuBaeT Ha3HAUCHHE NAllMEHTaM OukapOoOHaTa HATpuUs
(pactBop 4 %, B 1 M 0,5 mmonas) 10-15 mmons/kr/cyT B 3—4 npuema. Tepamnus
HOCHUT 3aMECTUTEJIBHBIM XapakTep C IEJbI0 BOCIOJHEHHUS OOJBIIUX TOTEPh
OnKapOOHATOB, MPOBOJUTCA €KETHEBHO M HEMPEPHIBHO JJIS MOJIEPKAHUS CTaH-
JTapTHOTO OMKapOOHaTa CHIBOPOTKH Ha ypoBHE 2124 MMOJIB/II.

Benenne manmeHToB TipenycmarpuBaeT KoHTpodb KIC u 31neKkTpoiauToB
KpoBU (KaJInid, HaTpuil, XJopubl) 1 pa3 B 3 Mecsira mocie moadopa OnTUMaTbHON
710361 OMKapOOHaTa HATPUSL.

CUHAPOM ®AHKOHU

Cunapom @ankonu (ne Tonu—/leOpe) — 3aboneBanue, OOYCIOBICHHOE
reHEepaIM30BaHHON AUCHYHKIMEH MPOKCUMAJIbHBIX KaHaJIbIEB, MNPUBOASIICH
K HapyIIeHUIO0 peabcopOIuu aMUHOKHUCIIOT, TJIFOKO3bI, Kaaus, HaTpHs, BOJbI, (oc-
daToB, OukapOOHATOB, MOUEBON KUCIIOTHI.

Pazmuuatot nBe popmer 3a060meBaHUS:

— MepBUYHBINA UauONaTuYecKuii CHHApOoM DaHKOHU, B OOJIBIIUHCTBE CIyJacB
HOCSIIIIUNA CIIOPAIMYECKUN XapaKTep; EAUHUYHBIE CITy4al MOTYT SIBIISITbCSl HACJIEI-
CTBEHHBIMU (ayTOCOMHO-PELIECCUBHOE, AyTOCOMHO-JOMHUHAHTHOE HACJIE0BAHMUE);
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— BTOpUYHBI cuHapoM DaHkoHM, 0OYCIOBIEHHBIM T'€HETHUYECKUMHU 00Jie3-
HSMU (LIMUCTHUHO3, TaJIAKTO3E€MUs, HACJIEACTBEHHAs HEMEPEHOCUMOCTh (PPYKTO3bI,
tuposuHemus (tun l), rmukoreno3 (tun I), 6one3ns Bunbcona—KonoBanoBa, Mu-
TOXOHJpHUANIbHBIC IUTONATUH, Oosie3Hb [lenTa, cunapom JIoy), TOKCHYECKUM JIeii-
CTBUEM JIEKAPCTBEHHBIX CPEJICTB (F€HTAMUIMH, TETPALMKINH, aHTUPETPOBUPYC-
HBIE MPENapaThl) U COJIEH TSKENBIX METAUIOB, INOO KaK CJEJACTBUE MEPBUYHOTO
aMIJION103a, MHOYKECTBEHHOM MUEIOMBI U HEKOTOPBIX IPYTUX 3a00JI€BaHUM.

Haubonee yactoit mpuuuHoil cunapoma daHKOHU y JeTell SBIseTcs LMUCTHU-
HO3 — PEAKOE ayTOCOMHO-PELIECCUBHOE 3a00JIeBaHNE, KOTOPOE XapaKTepu3yeTcs
HAKOIUICHWEM KPHCTAJUIOB IIUCTHMHA BHYTPHU JIU30COM U COIMPOBOXKAACTCA MPO-
TPECCUPYIOLIUM TOPAKEHUEM HMHTEPCTHIIMAIBHON TKaHU IOYEK C HCXOAO0M
B XIIH. [ledekT nmM30cOManbHOTO NMEPEHOCUHUKA IUCTUHA — LIUCTUHO3MHA — BbI-
3pIBaeTCs pasnuuHbiMu MyTanusmu B reHe CTNS (xpomocoma 17p13). Hapyme-
HUE TPAHCIOPTa IUCTUHA Yepe3 JIM30COMATbHYI0 MEMOpaHy BeJCT K HAKOTICHUIO
[IMCTUHA B JIM30COME, CHUKEHUIO IUCTUHA U IIUCTEHHA B IIUTO30JI€, YTO MPUBOUT
K TOBBIIIECHUIO MPOAYKIIMM PEAKTUBHBIX PATUKAIOB KUCJIOPO/A, BHI3BIBAET HCTO-
nieHne AT® u ctTumynupyer anomnTos.

KIIMHUYECKASI KAPTUHA

Jnst cunppoma DaHKOHM XapaKTEpHBI CIEAYIOIIME CHUMIITOMBI: MOJUYpUS
(yacroe BbIAENIEHHE OOJNBIIOTO KOJIWYECTBA TMIIOTOHMYHON MOYHM), MOJUAMIICHUS
(cunpHas XKaxnaa), JeruapaTalus, MbIIIeYHas clIa0doCTh, OTCYTCTBUE alIEeTHUTA,
rioxasi mpubaBKa B Bece, 3aJiepKKa pocTa, paXuTONno00HbIe U3MEHEHHUS CKETIeTa,
OTCTaBaHHWE B YMCTBEHHOM Pa3BUTHH.

Nudantuneaas ¢opma HedpomaTHuecKoro LHUCTHHO3a MAaHU(PECTUPYET
¢ cunapoma @aHKoOHU B Bo3pacTe 6—12 MecaieB ¢ ObICTPBIM MPOTPECCUPOBAHUEM
no tepmuHanbHoi cramuu XIIH. FOBenunbHyo popmMy HeppomaTuyeckoro Iu-
CTMHO3a OTJIMYAIOT OoJyiee MO3AHUN NeOI0T B TEUYEHHE IMyOEpTaTHOTO MEepUoja,
MEHbIIAs BRIPAXKEHHOCTh KJIMHUYECKUX MPOSBICHUM, MeyieHHOoe pasButue XITH.
B3pocnas gopma 0osie3HHM TPOTEKAET C H3OJUPOBAHHBIM TOPAKEHUEM TIJIa3.
PanHMMM ¥ TATOTHOMOHUYHBIMU IKCTPAPECHATLHBIMU MPOSIBJICHUSIMU HEPpOTaTu-
YECKOr0 UCTUHO3a CUUTAOTCA OTJIOKEHUS KPUCTAIIIOB IMCTUHA B POTOBUIIE (Ke-
paTonartusi), BBISBISIFOIIMECS CO BTOPOTO roja >KM3HU. B panbHeiiiieM MOryT mo-
pakaThCsl SHIOKPUHHBIC OpraHbl (THIIOTUPEO3, CaXxapHbIA JAUA0ET, TUITOTOHAIN3M
y MaJbuMKOB), HEpPBHAs CUCTeMa (HCHPOMHUOMATHS, SIUIICTICUS, MO3)KCUYKOBBIC
U MHUPAMUIHBIE PACCTPOMCTBA, OTCTaBaHHWE B YMCTBEHHOM pa3BUTUM), TE€YECHBb
Y TIOJKEITYJOYHAs KENe3a.

JAUATHOCTUKA
PexomMeHtyeMble uccaeq0BaHus:
— KIIC (pH xpoBu, HCO3™, BE);
— pH cBexeBBINYIIEHHOW MOYH;

— OMOXMMUYECKUN aHAJIU3 CYTOYHOM MOYU: TUTPYEMBIE KHUCIOTHI, aMMOHHMIA,
Kanmbuid, pocdatel, rIr0K03a, 00K, aMUTHOKUCIIOTHI, KaJIHiA;
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— COOTHOIIICHHE KaJblMi/KpeaTuHuH, GhocdaTbl/KpeaTHHUH B Pa30BOW MOP-
MU MOYH (YTPEHHSS TTOPIHs);

— OMOXMMUYECKHUI aHaIu3 KPOBU: KA, HATPUM, XJIOPHUIBI, KalIbIlui, (oc-
¢bop, KpeaTHHUH, TJII0KO3a.

Kpurepun 1MarHoCcTUKu:

— MeTaboau4ecKkuid anuao3 (mpokcuMmaibHblii PTA co CHM)KEHHEM YpOBHS
CTaHIApTHHIX OMKapOOHATOB MeHee 18 MMOb/i);

— TeHEepaJIn30BaHHAs] AMUHOALUTYPHS;

— ipoTenHypust (HeOOJIbIIIAs UITH YMEPEHHAs );

— TIoKo3ypus, pocdaTtypus;

— runodocdareMust; THIOKATIMEMUS, THITOHATPUEMUS;

— TUIIOYPUKEMUS;

— MOJINYpUS;

— paxuTHYeCKUe JepopMaui KOHEYHOCTEH.

Busyann3anuoHHbIe MCCIIEOBAHUS HE UIPAIOT BaXKHOM POJIM B ITIOCTAHOBKE
auar”osa cuHapoma MaHKOHM, OJTHAKO PEKOMEHJ0BAHO MPOBEACHUE CIICTYIOIINX
UCCIICIOBAHU!

— Y3U novek, MOYEBOTO ITY3bIpH;

— peHTreHorpadus KucTeu, onpeaeeHne KOCTHOIO BO3pacTa;

— OCTEOJEHCUTOMETPHS;

— peHtreHorpadus TpyO4aThIX KOCTEH TrOJIEHEH C 3aXBAaTOM KOJEHHBIX CY-
CTaBOB.

C uenplo MCKIIIOYEHUs He(PpONmaTHYECKOro LUMCTUHO3a, 0ojie3HH Buiabcona
KaK IpuYuH cuHJIpoMa (DaHKOHM PEKOMEHIO0BAHO O(PTaIbMOJOrHYecKoe obce-
JIOBaHME C MPUMEHEHHEM LiesneBol Jamibl. [Tpu opransmonoruueckom odcieno-
BaHUM MOXXHO OOHAPYXUTh OTJIOKEHUSI KPUCTAJUIOB IUCTUHA B POTOBHUIIE, KOJIEI]
Kaitzepa—®neiimepa. Taxke onpaBaaHa KOHCYJIbTalMs 0(TaIbMOJIOTa IPH MO0~
3pEHHH Ha TaJIaKTO3eMHUI0, cuHIIpoM Jloy (BpokIeHHasl KaTapakTa).

VY nanueHToB C HMCTHHO30M IIPHU MOSBJICHUH MPU3HAKOB 3HIOKPUHOJIOTHYE-
CKOM, HEBPOJIOTMYECKON IMATOJIONMM PEKOMEHI0BaHA KOHCYJbTALUS 3HIOKPHUHO-
jora, HEBPOJIOTa € LIEJIbI0 OMpEesieHUsl JaJbHENHIero oobemMa JTOMOTHUTEIbHBIX
HUCCIIeI0OBaHUM.

JlmarHoctuyeckue KpuTepuu HedpomaTU4eCKOro HUCTUHO3Aa KaK MPUYHHBI
cuapoma DaHKOHHU:

— 0OHapy’KeHHE KpUCTAJUIOB IMCTUHA B POTOBHIIE MPH MOMOIIM LIEIEBOM
Jamibl (TOSIBJISIIOTCS CO BTOPOIO TOJa KU3HHM K BO3pacTy 16 mecsleB U UMEIOT
BU/I UTOJILYATHIX ONMAJIECUUPYIOIINX TOMYTHEHHH );

— MOBBINICHUE COJIEPKAHUS ITUCTUHA B jeikoruTax (2—15 HMons/Mr 6enka
npu HopMme < 0,5 HMosb/MT Oerka);

— Hanuuue MmyTtanui B reae CTNS.

MudppepenunanbHas auarHocTuka. CodyeTaHHOE MOBPEKIECHUE MHOTHX
NapIuaIbHBIX (YHKIIMA MPOKCHUMAIIBHBIX KaHAJBIEB OTANYAeT CHHAPOM DaHKO-
HU OT APYruX TyOysnomnatuil (MpOKCUMAIbHOTO U auctanbHoro PTA, peHanbHOrO
['©P).
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JIEUEHUE

[Tpu cunapome @aHKOHU OCHOBHBIE JIeU€OHbIE MEPOIIPUATHS HAIIPABJICHbI Ha
KOPPEKIUIO KaHAJBIEBBIX MOTEPh KUAKOCTH U 3JIEKTPOJIUTOB, TOITOMY PEKOMEH-
yeTcst:

— aJieKBaTHasl perujpaTaiusi — IMPUEM BOJbl JOJHKEH COOTBETCTBOBAThH -
ype3y U KOpPUTHUPOBATHCS MIPH BO3PACTaHUH SKCTPAPEHATBHBIX MOTEPH KUAKOCTH;

— KOppeKIusi  MeTa0OJMYeCKOro  aluao3a: OukapOOHAT  HATPHUS
10—15 mmonw/kr/cyT B 3—4 mpueMa ¢ 1eNblo MOAepKaHusl CTaHJapTHOTO OuKap-
OoHaTa CHIBOPOTKH Ha ypoBHE 21-24 MMOb/1;

— KOppEeKIMsl TUMOKaIueMuu: mpemnaparbl kamusa 4-10 MMOJB/Kr/CyT
B 3—4 npuema,

— Koppekuusi runodochaTeMun: MNepopaidbHBIA TMpHeM Qocdara B 103€
30—40 mr/kr B feHb 10 3eMeHTapHoMy (ochopy B 4—5 npuemoB. Bo3MoxkHO 1mo-
BbIILIEHUE J103bl (ocaToB B MEpHOAbl MHTEHCUBHOIO pocra (10 55-70 mr/kr
B JIEHb 10 3yieMeHTapHomy ¢ocdopy). Llenp — goctmwkenue ypoBHs docharos
ceIBOpOTKH 1,0—1,2 MMOJIB/IT;

— HaszHauenue 1,25(0OH);D; — 0,02-0,05 mkr/kr/cyT (20—50 Hr/kr/cyT) B He-
CKOJIbKO IpreMOoB. C 11e1bl0 NPOPHIAKTUKN HEPPOKATbIIMHO3a — JUHAMUYECKUI
KOHTPOJIb SKCKPELIMU KaJbIUs C MOYOHU, COAEpKaHUs Kajblus, Gochopa, akThB-
HOCTH IIeJ04HON (ocdarassl B CHIBOPOTKE KpoBU, Y3 mouek. B kauecTBe asb-
TEPHATUBHI KAJTBIIUTPUOIY MOKET OBITh UCTIONB30BaH allb(paKkaiblIuI0N,

— IPU HEAOCTATOYHOU 3(P(HEKTUBHOCTH BBIIIENEPEUNCIECHHBIX JIEUEOHBIX Me-
POTIPUATHIA O MPEIOTBPALIECHUIO TIOTEPh BOABI, KAIHs, HATPUs PEKOMEHIOBAHO
npuMmenenne uapomeranuna 0,5-1,5 mr/kr/cyT B nBa npuema (0OBIYHO TIPUMEHS-
€TCs 10 2-TIETHETO BO3paCTa);

— 10 TOKa3aHMUsIM SHTEpalbHOE MUTAHUE Yepe3 Ha30racTPajbHbIA 30H] WUIIH
racTpoCcTOMY JJIsi KOPPEKIHsS OEJIKOBO-?HEPreTUYECKON HEI0CTaTOYHOCTH, KOTO-
pble TaKXe MOTYT ObITh MCIIOJIb30BaHbl JJIs1 BBEJICHUS JIEKAPCTBEHHBIX MpPENapaToB
B CJIy4yae OTKa3a peOeHKa.

Crnenuguyeckas Tepanus He(pONaTUYECKOro LHUCTUHO3a Mpenoiaraet
npueM Ipenaparta, COoAepiallero LUCTeaMUH OuTapTpaT (HE 3aperucTpupOBaH
B Pecniy6nuke benapyces). Jleuenue HaunHaeTcs ¢ HU3KOM 10361 0,2 T/M2/cyT, ipn
XOpOIlIe MEePEeHOCUMOCTH CJIEIYyEeT MOCTENEHHO YBEIUYHMBATh 103y B TEUCHUE
4—6 nenens 10 nenesoit 1,30 r/m%/cyt (g nanuentos a0 12 net) u 2 r/cyt (s
NAIMEHTOB cTapiie 12 JieT), mpenapat He0OXOAUMO MPUHUMATh KaX]ble 6 YacoB.
D@ deKkTUBHOCTh AEHCTBHUS LUCTEAMHUHA PEKOMEHIOBAHO KOHTPOJUPOBAThH 110
KOHIICHTpAIUU IIUCTHHA B JiekkoruTax (<1,0 HMOJb 1ucTUHA Ha MT Oenka). Pan-
HEe Ha3HAUCHHUE I[HMCTeaMHHa CIOCOOCTBYET COXPAHEHHUIO MOYEYHBIX (YHKUHMH,
IpeoTBpallaeT dKCTpapeHaIbHble MOPAXKEHHUsI OPraHoB M yiydlnaer poct. s
pacTBOPEHMS KPUCTAIOB IIUCTHHA B POTOBUIIE MPUMEHSIOT KaIlIk, COAEp KaIlue
rucreamut (0,5 % He menee 4 pas/cyT) (He 3apeructpupoBansl B Pecrybnuke be-
napych). [Ipu HedponmaTHIecKOM MUCTUHO3E B TEPMHUHAIBLHOW CTAIUU MOYCTHON
HEJOCTATOYHOCTH BBIMOJHIETCS TPAHCIUIAHTAIMS TOYKH, MPU 3TOM CHHIPOM
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®aHKOHM HHUKOTJA HE PEIUIUBHUPYET B TPAHCIJIAHTATE, a BHISIBICHHE KPUCTAJUIOB
IIUCTHHA B TIOYEYHON TKAaHU OOBSICHSIETCS MX 3aHOCOM JICHKOIUTAMH M MaKpo-
¢daramu xo3svHa. POJICTBEHHUKH TAIMEHTa, SBISIONIUECS T€TEPO3UTOTHBIMH HO-
CUTEIISIMU [IUCTHHO3a, MOTYT OBITh JOHOPAaMH IMOYKH, T. K. 3TO 3a00JI€BaHHE Y HUX
He pa3BuBaercs. JIeueHUe IMCTEaMUHOM TOCIIE TPAHCIIAHTAIUU TTOYKH JOTKHO
IPOAOKATHCA C IENIbI0O KOPPEKITUH SKCTPapEHAIbHBIX MPOSBICHUA IUCTUHO3A.

Be/ieHue nanueHToOB PEAyCMATPUBACT:

1. KonTtpoas KIIC, chIBOPOTOYHBIX YpPOBHEH KpeaTWHWHA, KallHs, HaTpHs,
XJIOpUA0B, Kaubiwsl, pocdopa 1 pas B 3 Mecsia mocie moadoopa ONTUMAIBHBIX 103
OukapboHaTa HATpHs, MpenapaToB Kaiaus, ¢ocdopa, KaTblUTPHOIa WIH albda-
KaJIbIU101a.

2. Y3U nmouek He MeHee | pasza B roj Ui UCKITIOYSHHS He(PPOKAIBIIMHO3A.

PEHAJIBHAA I'VTIOKO3YPUA

PenanbHas riatoko3ypuss — 3a0osieBaHUE, OOYCIIOBJIEHHOE HapylICHUEM
TPAHCIIOPTa TJIOKO3bl B IMPOKCUMAJIBHBIX KaHAIbLAX [OYEK IPU HOPMAIbHOM
YPOBHE TI'IIFOKO3bI B KDOBHU.

N3BectHO 2 (hopMBI TaHHOTO 3a00JI€BAHUS:

— ayTOCOMHO-JIOMUHAHTHOE HaclieqoBanue (Tunm A) — MyTauus TIeHa
SLCSA2 narpuii-rimoko3Horo korpascnoprepa-2 (SGLT2), xpomocoma 16p11.2;
— ayTOCOMHO-pELIECCUBHOE HaclienoBanne (tun B) — wmyramus reHa

SLC5A1 natpwmii-riroko3Horo korpancnoprepa-1 (SGLT1), xpomocoma 22q12.3.

B ¢dusnonornuyeckux yclOBHUSX TIIOKO3a IOJHOCTBIO peadbcopoupyercs
B MPOKCUMAJIbHBIX KaHAJIBIIAX B S1 U Sy CerMEHTaX NMPH y4aCTUU MOYEYHO-CIICIIH-
(GbUYHOTO HATPUN-TIIFOKO3HOTO TpaHCHoOpTepa-2 JIOMUHAIBLHOM MeMOpaHBI.
OcraBmiasics 4acTh TIIOKO3bI yhajsieTcs u3 (uibTpata B S3 CerMEHTE IMOCpPE.-
CTBOM HATPUN-TJIFOKO3HOTO TpaHcmopTepa-1. DTOT TpaHCIOPTEp TaKKe MPHUCYT-
CTBYET U B TOHKOM kuiike. Kak u apyrue MmemOpaHHbIE TPAHCIIOPTHBIE CUCTEMBI,
TpaHCIIOPTEPHI TITIOKO3bI UMEIOT Mpe/ea HachlmaeMocT. [Ipu cHikeHun nmoyed-
HOTO TIOpoTa ISl TJIFOKO3bl, HECMOTPSI Ha HOPMAaJIbLHBIN YPOBEHB caxapa B KPOBH,
TOSIBJISIETCS PEHAIIbHAS TITIOKO3YPHSL.

KIIMHNYECKASI KAPTUHA

W3onupoBaHHas peHaIbHAs IIOKO3YpHs (TUI A) MpOTEeKaeT OECCUMITOMHO.
OCHOBHBIMH KJIMHUYECKUMU CUMITOMAMH TJIFOKO30-TaJIaKTO3HON MajababcopOImu
(tun B) ABASIIOTCS BOASIHUCTAsA nuUapesi, OTCYTCTBHE NMpUOaBKU B Bece, MPU3HAKU
00€3BOKMBAHUS (MbILLIEYHAS TUIIOTOHUS, CHIDKEHHE TYPropa KO>KHbIX ITOKPOBOB).

JAUATHOCTUKA

PexoMeHTyeMble ucciae0BaHus:
— o0IMiA aHATM3 MOYH (HAJIHYUE TIFOKO3bI);
— KIIC (pH xposu, HCO3™, BE);
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— OMOXUMUYECKUN aHaIU3 KPOBU: TIIOK03a, KaJIHM, HATPUM, XJIOPUIbI, Kpea-
TUHWH, MOYEBHUHA.

JInarHoCTUYECKUE KPUTEPUN PEHAIIBHOW TIIFOKO3YPHH:

— YPOBEHB TIIFOKO3bI B KPOBU — HOPMA;

— OKCKpEeLHUs TJIIOKO3bl C MOYOW — TOBBIIIEHA (TJIIOKO3YpHUs OT 2 T/CyT A0
30 r/cyr).

C uenbio BBISBICHUS HEPPOKAIBIIMHO3a MPU TIIOKO30-TAIaKTO3HON Masbal-
copbmuu (tun B) pekomenmoBano mposeneane Y3UW mouek. BuzyanuzammoHHbBIE
MCCJIEIOBAaHUs HE TPEOYIOTCS IPU M30IMPOBAHHON PEHAILHOM ITIOKO3ypuu (THIT A).

JNuddepeHunanbHas AMArHOCTUKA. PEHaIBbHYIO TIIFOKO3YPHUIO0 HEOOXO0AMMO
nuddepeHIpoBaTh ¢ caXxapHbIM AuadeToM, CHHIpOMOM (DaHKOHU, MEJUTUTYPUS-
MU (TalakTo3ypuel, ppyKTo3ypueH, JlakTo3ypued win nenrozypueit). C 1enbro
UCKJIIOYEHMsI CaxapHOro Auadera TIIOKO3YpHUI0 HEOOXOJUMO HHTEPHPETUPOBATH
NapaJyIeIbHO U3MEPEHUIO KOHIIEHTPALMU TIIFOKO3bl B CHIBOPOTKE KpoBU. OTCYT-
CTBHE META0OJINYECKOTO allu03a cpa3y UCKIIIoUaeT CUHIAPOM DaHKOHH.

JIEYEHUE

[Ipn U30IMPOBAHHON PEHATBHOM TIIOKO3YpHH (TN A) HE PEKOMEHIYETCS
MIPOBEJICHHUE CIIELUATBLHOTO JICUEHHS, TaK KaKk B HEM HET HeoOxoauMocTu. B ciy-
4yae BBIPAXKEHHOW TJIIOKO3YPUU U BO3HUKHOBEHUU MPEXOASIICH THMIOTIMKEMUU
peKOMeHAyeTcsl Oorarasi yrieBoJaMH JueTa JJIsi BOCIOJHEHHUS MOTEph caxapa
¢ Mo4oil. ITpu rIrOK030-TalaKTO3HOM CHUHApPOME Manbadbcopouuu (tun B) peko-
MEHJIyeTCs aJicKBaTHasl perujapaTaius, COOTBETCTBYIOIAsS dKCTPAPEHATbHBIM I10-
TEePSAM KUJIKOCTU, TIO KU3HEHHBIM MOKA3aHUSAM MPUMEHSETCS TUETa, MOJHOCTHIO
HCKJTFOYAIOIIasi CMECH, OBOIIHU, (PPYKThI, MOJIOYHBIE U JPYTHE MPOAYKTHI, COMEP-
YKaIlIUe TII0KO3y U rajlakTo3y.

Benenue mamuenToB. [locTOSHHOTO HAOMIOACHUS TAIMEHTOB C H30JIUPO-
BaHHOW pEHAJIbHOUW TIIOKO3ypHel He TpeOyercs. AmMOynaTopHOE HAOIIOJEeHUE
OOJIBIITMHCTBA 0€CCHMITTOMHBIX MAIMEHTOB OCYIIECTBIsIeTCs Hedpoaorom 1-2 paza
B roj. B Kaxaplii BU3UT MallMeHTa 0c000€ BHUMAHUE YIEIsIeTCs kanobam, 00y-
CJIOBJICHHBIM THTIOKaTHEMUeH (yCTallOCTh, MBIIIEUHAas CIa00CTh, 3aMOPhI, Cepiey-
Hasi apUTMHMSI) U TUTIOMarHueMuei (TeTaHus, CyJOopOTH, mapecTe3uu, 00Jib B Cy-
CTaBaX W MBIIIIAX), OMNPEICISIOTCS CHIBOPOTOYHBIC YPOBHU Kalldsl, MarHusl,
OukapOoHaTa.

JIUCTAJIbHBIN PEHAJIBHBINA TYBYJISIPHBIN AITU03 (I THIT)

Huctansabiii PTA — 3a0oneBanue, XapakTepusyrolleecs TSKEIbIM TUIep-
XJIOPEMUYECKUM METa0O0JIMYECKUM alliJI030M BCJEACTBUE HAPYIICHUS SKCKPELUU
BOJIOPOJHBIX MOHOB B TUCTAIILHOM OT/ele HepoHa.

BBIAEISAIOT HECKOJIBKO BAPUAHTOB NEPEUUHO20 (HACAe0CMEEeHH020) NTUCTAIIb-
Horo PTA:

— ayTOCOMHO-TOMHHAHTHBIN, CBsA3aHHbIN ¢ MyTauuen rena SLC4AL (xpomo-
coma 17021-22), HapyuieHueM CTPYKTYpPbl XJIOPHUIHO-OMKapOOHATHOTO AHTHUIIOP-
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tepa-1 (AE-1 — anion exchager 1) 6a3onarepaibHOii MeMOpaHbl KOPTHKAJIBHBIX
coOMpaTeNbHBIX TPYOOUEK;

— ayTOCOMHO-PEIECCUBHBIA C TYTOYXOCTbIO KaK CIJIEJICTBUE€ MyTalliu TeHa
ATP6V1B1 (xpomocoma 2pl3), HapymieHus: cTpykTypsl Bl cyObeauHuUIb Bo0-
ponHoit AT®-a3bl BCTAaBOYHBIX KJIETOK MOMYJSIMU A anuKalIbHOW MeMOpaHbl
KOPTUKAJBHBIX COOMPATEIbHBIX TPYOOUEK;

— ayTOCOMHO-pEIIECCUBHBI 0€3 TYyroyxocTH, CBsi3aH C MyTaluMed TreHa
ATP6VO0A4 (xpomocoma 7q33-34), xoaupytomiero anbda-4 cyObeIUHUILY BOJO-
ponHoil AT®d-a3pl BCTaBOUHBIX KJIETOK MOMYJSIIUM A anuKaJbHOHM MeMOpaHbI
KOPTHUKAJIbHBIX COOMPATENbHBIX TPYOOUEK.

Hapsiny ¢ cemeiinpiMu (hopmamu 3a00J€BaHUs, BCTPEUAIOTCA U cnopaouye-
CKue BapuaHTbl. Bmopuunvle (npuoopemennwvie) popmbl guctanbHoro PTA omnu-
CaHbl IPU MHOTUX MATOJIOIMUYECKUX COCTOSIHUSIX, OOYCIIOBJIEHHBIX pacCTpONCTBa-
MU MeTabonu3Mma Kanbliug C He(QpPOKAIbLIMHO30M M TUNEpKalbLUypUeH,
NEPBUYHBIM TUIEPHAPATUPEOUAUIMOM, JIEKAPCTBEHHBIM U TOKCUYECKUM IOBpE-
XKJACHUEM, IPYTMMHM TOYEYHBIMH 3a00JIEBaHUSIMU, B TOM YHUCIIE MENYJUIIPHOMN
KHCTO3HOU 00JIE3HBIO U I'y04aTOll MOYKOM, ayTOMMMYHHBIMU 3a00J1€BaHUsIMU (THU-
neprammaryioOynuaemMusi, cuaapom lllerpena, ayTouMMyHHBIN renaTUT, TUPEOU-
IUT, (GUOPO3UPYIOUINI aTbBEOTUT, CHCTEMHAs KpacHas BOMYAHKA, Y3EIKOBBIN
epUapTEPUUT).

Hapyienue sKkcKkpenuu aMMOHUS TPU BCEX BapuaHTax BTOpUYHO. PeabcopO-
1usi OMkapOoHaTa KOJTMYECTBEHHO HOpMajibHa, HO, B COOTBETCTBHH C TOBBIIICHU-
em pH mouu, onpegenenHas creneHb OMKapOOHATYpHH 0053aTEIHHO MPUCYTCTBY-
eT (MeHee 5 % mpoPUIBTPOBAHHOTO KOJIMYECTBA).

[Tpu TsXKEIOM XPOHUYECKOM METa0O0IMYECKOM alu03€¢ KOCTHas TKaHb
obecrnieunBaet 10 40 % OydepHON €MKOCTH KPOBU; HEHTpaIM3aIisi HOHOB BOJIO-
poJla KOCTHBIM KapOOHATOM BBI3BIBAET BBICBOOOKIEHHE KallbLMs U3 KOCTH BO
BHEKJIETOYHYIO JKMJIKOCTb, YTO BEJET K HApYILICHUIO €€ HOPMalIbHOU CTPYKTYpPbI
Y pa3HOOOPa3HbIM KOCTHBIM Jie(hopMaIusiM. DKCKpELs IUTpaTa B MPOKCUMAILHOM
KaHaJIblle CHUYKEHA, YTO SIBJISIETCSl OCHOBOW (hOpMHUpOBaHMS HEPPOKAIBbIIMHO3A.

KUIMHUYECKAS KAPTUHA

3abosieBaHue MaHudECTUPYET B BO3pacTe OT 6 MecsieB 10 2 jeT. TunuyHeie
MIPOSIBJICHHS] — OTCTABAHWE B POCTE U BBIPAKCHHBIC PaXUTOMO00HBIC N3MEHEHUS
ckeneTa. [ MImokamueMuss — OJHA W3 OCHOBHBIX NMPHUYMH IOJHYPHH, BHE3AIMHBIX
KPHU30B JICTUAPATALNN, CEPJACUHBIX apUTMUH, BSAJIBIX TTapaJInueii ¥ COHJIMBOCTH.

JAUATHOCTUKA

PexomMeHryeMble uccaeq0BaHus:

— KIIC (pH xporu, HCO3~, BE);

— pH cBeXeBBINYIIEHHOW MOYH;

— OMOXMMUYECKHUI aHaIu3 CYTOYHOM MOYHU: TUTPYEMBIE KHUCIOTHI, aMMOHHUIA,
Kanbiuid, pocdarel, rIr0K03a, OETOK;
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— COOTHOIIICHHE KaJblMi/KpeaTuHuH, GhochaThl/KpeaTHHUH B Pa30BOM MOP-
MU MOYHU (BTOpPAsl yTPEHHSIS TOPLINS);

— OMOXMMUYECKHUI aHaIu3 KPOBU: KA, HATPUM, XJIOPHUIBI, KalIbIlui, (oc-
¢dop, KpeaTUHUH, MOYEBHUHA.

Juarnoctuyeckue kpurepuun aucraibHoro PTA (I un):

— metabonmyeckuit annao3: HCO3™ B mna3zme < 15 mmons/m;

— pH Moum > 6,0 (peakiusi MOYM BCera IIEIOYHAas );

— HKCKpELHs AMMOHHS CHHKEHA;

— HKCKpELHs LIUTPaTa CHUKEHA,;

— ¢pakunoHHas dKckpenus OukapOoonara menee 3 % (mpu HCO;3 B mmasme
> 20 MMOJIB/T).

PexomennoBano nposeneHue Y3U mouek ¢ 1eNbl0 BBISIBICHUS HEPPOKAIIb-
[IMHO33a, YPOJIUTHA3a (COCTaB MOYEBBIX KaMHEW, KaK MPaBuio, MpeacTaBieH (oc-
darom kanbiusi). C 1ETbI0 ONEHKH BBIPAKEHHOCTH PAXUTUYECKUX W3MEHEHUM
CKEJIeTa BBIIIOJHAETCS peHTreHorpadust KUCTEH, olpeieIeHe KOCTHOTO BO3pPacTa,
OCTEO0JICHCUTOMETPHSI, PEHTTeHOrpadusi TpyOUaThIX KOCTEHM TrOJEHEH ¢ 3aXBaToM
KOJIEHHBIX CyCcTaBOB. C ILIEJIBIO BBISBIEHUS CEHCOHEBPAJIBHON TYTOYXOCTH BCEM
MalreHTaM MOKa3aHo MPOBEJACHUE Ay JUOMETPHHU.

Ju¢ppepeHunanbHas AUATHOCTHKA. |'€HETMYECKH AETEPMUHUPOBAHHBIC
¢dopmer quctanbaoro PTA (I tum) HeoOxoaumo auddepeHnnpoBaTh:

—c¢ npokcumanibHbiM PTA (II Tum), B TOM uuciae B cocTaBe CHHIPOMA
daHKOHY,

— TICEBJIOTUIOATBA0CTEPOHU3IMOM;

— MIEPBUYHON THUIMEPOKCATypUEH M HEKOTOPbIMU JPYTUMHU BapUaHTaMU
He(QPOKaIBIIMHO3A.

JIEYEHUE

[lens Tepanuu — KOppeKLUs aiuao3a, TpoduiakThKa JadbHEHIIEro OTiI0-
JKEHUs Kalblug B TOYKaxX. PexomMeHJ0BaHO TpuMeHeHHe OukapOoHaTa HATpUs
(pactBop 4 %, 1 M1 — 0,5 mmoJib) 5—8 MMoB/KT/CyT B 3—4 mpuema — y AeTei 10
2 ner, 3—4 MMOJIB/KT/CYT — y neTel crapiie 2 jet, 1-3 MMOJIb/KI/CcyT — y neTei
ctapiie 6 netr. [y JUIMTeTbHOro preMa C Meliblo MPO(UIAKTUKU TPOTPECCUpo-
BaHMS He(pOKaIbIIMHO3a O0053aTCIBHO PEKOMEHJIOBAHO TPUMCHCHHUE KaJlHs-
HATPHS THAPOTCHIUTPaTa. BO3MOKHA KOPPEKIHS OCTEONATHH aKTUBHBIMU METa-
O0onmuTamu BuTaMuHa D3 (MHIUBUIYaTbHBIA MTOAXOM, TPUMEHSIETCS ¢ OCTOPOIKHO-
CTBIO M3-32 BO3MOXXHOCTH YCHJICHHSI TUTICPKAIIBIINYPHH ).

Benenue nanueHToB MMpeaycMaTPUBACT:

1. Kontpoas KIIC, 351eKTpoanTOB KpOBU (KaJIuid, HATpUM, XJIOpUIbl) 1 pa3
B 3 Mecsiiia mocJie no0opa ONnTUMaIbHOM /10361 OMKapOOHAaTa HATPUS.

2. Y3U nouexk 1 pa3 B 6 mecsIies.
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HE®POT'EHHBI HECAXAPHBIN IUABET

Hedporennsiii HecaxapHblil JuadeT — peKoe HACIEICTBEHHOE 3a00JIeBaHuE,
XapaKTepu3yIolieecs OTCYTCTBUEM MTPOHULIAEMOCTH COOMPATEIbHBIX TPYOOUeK AJist
BOJIbI U PE3UCTEHTHOCTBIO K JeicTBHIO AJIl IIpu €ro aieKBaTHON CEKPELIUH.

X-cyennennas peyeccusnas popma — mytaruu reHa AVPR2 (mokyc Xq28),
KOJUPYIOIIETO pelentop K apruHuH-BazonpeccuHy (V2R) B kimeTkax coOupa-
TENbHBIX TPYOOUYEK. AKTUBUPYSCH MPU CBSI3BIBAHUU C BA30MPECCHUHOM, PELIEHITOP
V2 Be13biBaeT nosbiieHne TAM®. DTo NpUBOAUT K MEPEABUKCHUIO B CTOPOHY
anvKaabHON MeMOpaHbl BHYTPUKIETOYHBIX BE3UKYJI, COJCPKAIIUX BOJHBIC KaHa-
a6l akBaropuHa-2 (AQ-2), 4To MOBHIIIAET MPOHUIIAEMOCTh KaHAJIBIICB JIJIS BOJIBI.
['enetnueckuiit nedekT, BKIIOYAIOMIUNA Pa3IMYHOE KOJIUYECTBO MYTalluii B IeHE
V,-penientopa, NpUBOJUT K CHUKEHHUIO CBSI3bIBAHMSI Ba30IPECCUHA C PEIECIITOPOM,
YMEHBIIICHUIO CUHTE3a WM YBEJIMYECHUIO JErpajali camoro perenrtopa. B pe-
3ynbTate Onokupyercs aeiictBue AJII. Paznuunple MyTannu accoOIMUPOBAHbI
¢ BapuabenpbHON pe3ucTeHTHOCTRIO K AJII'. X-clieruieHHbI BapuaHT Haclea0Ba-
HUS MO0JIPa3yMEBAET HAJIMYME BBIPAKEHHOW MOJUYPUU y MAJIbUYUKOB; Y JIWII KEH-
CKOTO T0JIa MOJUYPHUsS MOXKET BOZHUKHYTHh B T€YCHHE OCPEMEHHOCTH, KOT/la CeK-
pelys TUIAlEHTApHOW Ba3OMpEeCCHMHA3bl MPUBOAUT K TOBBIIICHUIO KIWPEHCa
sHjporenHoro AJII.

Aymocomuo-peyeccusnas ¢oopma BbI3BaHA MYTAIMSIMU B T€HE aKBaIlOpUHA-2
(AQP2, nokyc 12q13). boneroT kak MaJIbYUKH, TaK U JeBoYkH. [locTpenentopHbIit
nedexT 3akifoYeH B HapYLICHUM JABUXKEHUS U MOCIEAYIONIEro CIUSHUS C JTIOMHU-
HabHON MeMOpaHoi A/l '-4yBCTBUTEIHHBIX BOJHBIX KaHAJIOB aKBalOpUHA-2, JIO-
KaJIM30BaHHBIX B IIUTO30JI€ TJIABHBIX KJIETOK COOUpATEIBHBIX TPYOOK, YTO MPEMST-
CTBYET MacCUBHOU U Py3un BOIbI.

Cy11ecTBOBaHUE AYMOCOMHO-00OMUHAHMHOU hopMmbl HacIedosaHus OOIE3HU
OCHapuBaeTCsl, HO €IMHUYHbBIE CITyYal OMHUCAHBI.

[ToMuMO reHeTUYECKH-IETEPMUHUPOBAHHBIX, BCTPEUAIOTCS U CHOpaouiecKue
ciydau OOJIe3HHU.

KIIMHUYECKASI KAPTUHA

[lepBbie npu3HaKK 00JIE3HU HAOIIOAAIOT B BO3pacTe 3—6 MECSIICB:

— NOJINYpHS,;

— TOJITUTICHUS;

— HU3KHUE MpUOaBKU MacCChl TeNa;

— 3aJIepyKKa pocCTa;

— OPUCTYIBI O00E3BOKMBAHUS: CHUKEHUE Typropa KOXH, PBOTa, 3amlophl,
HEOOBSICHUMOE TOBBILIEHUE TEMIEPATYPbI, MPU THKEIOM O0E3BOKMBAHUM CY/0-
poru.

B panHem Bo3pacTe MOJIMYpHsl U MOJUAUIICUS MAacKUPYIOTCS (pU3noornye-
CKOM MOJMypHel U MOJUIUIICHEH TPYAHOTO BO3pacTa, TAK)Ke MOKET HAOII0JaThCs
OTCYTCTBHUE aX/bl B CBSI3U C HE3PEJIOCTHIO €€ EHTPA WJIM HEYYBCTBUTEIbHOCTHIO
OCMOpeLenTopoB. B Bo3pacTe crapiie roja )axiaa U NOJNypHsl IPKO BbIPAKEHBI,
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J€TH BHIMMBAIOT U BBIAEIAIOT 10 6—10 1/(M?/cyT). B nanbHeiieM MOXKET IPUCO-
CAMHHUTHCS 3aJIepPiKKa TICHXOMOTOPHOTO Pa3BUTHS, CTEIICHb €€ 3aBUCUT OT BpeMe-
HU TIOCTAaHOBKHU AuarHosa. [Ipm paHO HayaTOM JICYCHUU OTCTaBaHUE MOKHO JIMK-
BHUJINPOBATh.

JIMATHOCTUKA

OO0mmii OCMOTp TIOPa3yMEBaeT OIEHKY (M3MYECKOTO pa3BUTHSI peOeHKa,
M3MEPEHUE apTEePUAIBHOTO JABJICHUS, MOJACYET YaCTOThl JbIXaHUS, CEPACUHBIX
COKpalIEHUN, ayCKyJIbTAllMIO JIETKUX, Cep/lla, MaIbIaIU0 KUBOTA. XapaKTePHbI
HU3KOE W OYCHb HU3KOE (M3MUECKOE Pa3BUTHE, CUMIITOMBI JIETHAPATAIIMH, TIOTH-
ypusi, TOJIUIUTICHSL.

PexoMeHTyeMble uccae10BaHus:

— KIIC (pH xposu, HCO3™, BE);

— ONPECIICHUE OTHOCUTEIBHOW MJIOTHOCTH MOYH, OCMOJISZIBHOCTH IJIa3MBbl,
OCMOJISUIBHOCTH MOYH;

— OMOXUMUYECKUN aHAIIU3 KPOBU: HATPUM, XJIOPHUIBI, KUK, KpeaTUHUH, MO-
YEBUHA, TJII0K034,;

—poba ¢ sk30oreHHbIM AJ[[": cyTh mpoOBI 3aKiit0OueHa B OMPEICICHUU PeaK-
[IMY TIOYEYHOT0 KOHIIEHTPAIMOHHOTO MEXaHU3Ma Ha BBEICHUE SK30I€HHOTO Ba30-
npeccuHa. Jletsm 10 rojaa 1aHHyro MpoOy MPOBOJIAT B UCKIFOUUTEIBHBIX CIydasX.
OCMOJSIBHOCTh MOYM TIOCJIE TMPUMEHEHUS Tperapara J0JKHA MOBBIIMIATHCS 10
800-900 mOcwm/kr (mmotHOcTh 10 1020—-1025) B mocienoBaTebHO COOPAHHBIX
aHanu3zax Moud. OTCYTCTBHE TMOBBIIIEHUS] OCMOJSIIBHOCTH U OTHOCUTEIBHOM
MJIOTHOCTH MOYM TOATBEPKIAET PE3UCTCHTHOCTh COOMpATENbHBIX TPYyOOUeK
K neiictBuio AJIl', yTo XapakTepHo 11 He(PpOreHHOTrO HecaxapHOro auadera.

JlnarHoctTuyeckue KpuTepuu:

— aHaJIM3 MOYM: CTOWKas TMIOCTEHYpUs (HU3Kas OTHOCHUTENIbHAs! MIOTHOCTh
moun 1001-1004, Huzkast ocMOJSIIBHOCTH Moun — MeHee 250 mOcwm/kr), Genka
Y TJIFOKO3bI HET, 0CAJI0K HOPMAJIBHBIN;

— TUIIEPOCMOJISUTBHOCTH Tu1a3Mbl > 300 MOcM/kT;

— TUNIEPHATPUEMHUSL.

PexomenmoBano npoBeaenrne Y3 mouek: mMOCTOSIHHOE BBIFICIICHUE OOJIBIIO-
ro oobemMa MOUYM CIHOCOOCTBYET MOSIBJICHUIO TUIIOTOHUM W AWJIATAIllUU coOupa-
TEJILHOW CUCTEMBI MOYEK, MOUETOYHHUKOB U MOYEBOTO ITY3bIPSI.

JMuddepennnanbHas JUATHOCTHUKA TIPOBOJIUTCS C TAKUMH 3a00JI€BaHUSIMU,
KaK:

— TIEpBUYHAS TIOJIUTUTICUS;

— LIEHTPaJbHBIN HecaxapHbIN quaderT;

— OCMOTHYECKHU ANYype3 BCICACTBUE TUA0CTUUECKON TUIIEPTIUKEMUHU.

[Tpu manHBIX cocTOSHMSIX MpoBeAeHue MpoOkl ¢ BBeneHuem AJ[IT BbI3bIBaeT
MOBBIIIEHNE OCMOJISULIBHOCTH U TUIOTHOCTA MO4YM. BO3MOXKHO MpUMEHEHUE TecTa
C orpaHuueHueM xuakoctu. Hukoraa He cieayeT mpoBOJAUTH TECT C BOJHOM Je-
npuBalell B MPUCYTCTBUHU TUIIEPHATPUEMHUH W/WIHM TOBBIIIICHHOW OCMOJISITEHO-
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CTH TUIa3Mbl. B 3TOl cuTyanuu, a Takke B psjie CIy4yaeB U y MIIAJICHLIEB, JIOCTa-
TOYHO MAPHOTO aHAJIM3a OCMOJISUIBHOCTA MOYH U TJIa3MBbl.

[lepBrUYHAas TONUIUATICUS, U TICUXOTEHHAS MTOJIUINUIICHSI, BOSHUKAET Yy Mallu-
€HTOB C NICUXMYECKUMHU HAPYIICHUSIMU WU Yy JIHI], TPEOBIBAIOIINX B JJIUTEILHOM
TPEBOXKHO-MHUTEILHOM COCTOSIHMH. XapakTEPHO U30BITOYHOE NOTPEOICHUE KU /I~
KocTH (mo 12 15i/cyT), 9TO TPHUBOIUT K CHUKEHHIO OCMOJISUIBHOCTH IUTa3Mbl
(240-280 mOcm/kr). TlonaBinenne cekperuu AJIIT conmpoBoOXIaeTcss YMEHbBIIICHH-
€M €ro KOHIICHTPAIIMH B TJIa3Me KPOBU M YMEHbBIIIEHUEM peadCcopOIrK BObI B JTU-
CTaIbHBIX OTHenax HedpoHa. [loka OCMONATBHOCTH IJIa3Mbl HE BO3PACTET 0
HOpMAaJIbHBIX 3HAUEHUH, BBIACNAETCS O0NbIION 00beM pa3BeACHHON MOYH (OCMO-
JIIbHOCTh MOur MeHee 250 MOcwm/kr, ioTHOCTE MeHee 1005).

VY nanueHTOB € IEHTPAJIbHBIM HECaxapHbIM TUA0ETOM, UMEIOLIUX TOCTYII
K BOJIE, IPU COXPAaHHOM MEXaHM3ME BO3HMKHOBEHHMS KaKJbl OyIeT OTMEUYaThCs
nosuypus (ocMoIsIbHOCTh MOUH MeHee 250 MOCM/KT, OTHOCUTENbHAS TNIOTHOCTh
menee 1005-1007), mnomumurcuss W HOPMaJbHAs OCMOJISTIBHOCTH  IJIa3Mbl
(280-295 MOcm/xkr).

CyiiecTByeT HeNbIi psiag U Apyrux 3a00jeBaHMM, COIMPOBOXKIAEMbIX MOBpE-
KJICHUEM MOYEUHBIX KaHAJIbLIEB U UHTEPCTHUIUS C CHHIPOMOM MOJIMYPUU U TIOJH-
JUTICUM. DTO JUCTAIbHBIA PEHATBHBIN KaHAJIbIIEBBIN alli03, IUCTUHO3, HEPPOH-
opTH3, OOCTPYKTHMBHAs ypomaTHsi, aMUJIOHUJ03 IOYEK, CEPHOBUAHO-KIETOYHAsS
He(pponatus, cunapom lllerpena, MuenomHasi moyka U Hegponatus Mpu O0JIE3HU
JerKux uened; Hepomnatus, 0OYCIOBJIEHHAas OTPABICHUEM CBUHLIOM; JIEKap-
CTBEHHO-MHAYLMPOBAHHOE MOBPEXKIEHUE (CONM JUTHS, TuAo(oBHUp, amdoTepu-
uuH B). Jlnypes B 2THX cilydasx He IpeBbImacT 3,5 1/M2/cyT.

JIEYEHUE

[lenap Tepanuym — BOCHOJIHEHHE JKUIKOCTH, COOTBETCTBYIOLIEE €€ MOTEPsIM;
CHW)KEHHUE NOJMypuH. I 3TOr0 peKOMEHAYETCS:

— IMeTa C OrpaHHYEHUEM COJM U Oenka (Uil YMEHBIIEHHS OCMOTHYECKOU
Harpy3KH);

— aJICKBAaTHAsl perujparauus: BoAa Jaercs Kaxisle |—2 vaca m He MeHee
2—3 pa3 HOYbIO; MIPH BBIPAXKEHHOM JleruapaTaluy, TUIePTePMUN TTOKa3aHO BHYT-
PUBEHHOE KamejiabHOe BBeleHUE 5%-Horo pactBopa Toko3bl U 0,9%-Horo pac-
TBOpa HaTpus XJOpHUAA C MOCIEAYIONIMM NEPEXOAOM Ha JIpoOHOE MEepopaibHOE
BBeseHue. [lepopalibHbIi MPUEM JKUJKOCTH HE TOHKEH OTpaHUYMBAThCS 10 KOJIU-
YEeCTBY U BPEMEHH;

— Ha3HAYEHUE TUJIPOXJIOPOTHA3K A B 103€ 2—4 MI/Kr/cyT. JlelcTBUE JaHHOTO
npenapara CBsI3aHO C MHAYLUPOBAHHBIM TMIIOBOJIEMUEH yBEIMYEHHEM peadbcopO-
LIMW HATpHS U BOJbI B TPOKCUMAIBLHOM KaHaJbIE, YTO CHUXKAET BOJHYIO HATPY3KY
Ha A/I[-9yBcTBUTENBHBIE YAaCTH COOMpATENbHBIX TPYOOK. BO3MOXKHO Takke HC-
noJib30BaHue amuiopuaa B nose 0,3 mr/kr/cyt. Bo3aM0oXHO codeTaHHOE MTpUMEHE-
HUE JIBYX MpEnaparoB, TaK Kak aMHJIOpu oOJanaeT U KajauiicOeperaroimum aei-
CTBUEM,;
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— Ha3HAYEHUE  HECTEPOMJIHBIX  MPOTUBOBOCHAIUTENBHBIX  IPENapaToB,
B YaCTHOCTU MHAOMeTalmHa u3 pacdera 0,752 mr/kr/cyT (B ABa-Tpu Ipuema),
KOTOPBIN, OJIOKUPYS PEHANBbHBIA CUHTE3 MPOCTArJIaHAMHOB, SBIISIOMIMXCS aHTAro-
Huctamu AJI[", MOBBIIIa€T KOHIIEHTPAITMOHHYIO CHOCOOHOCTH MOYEK.

Benenue nmanueHTOB IIpe1yCMaTpPUBAET:

1. Kontpons KIIC, kpeaTnHHHA, 3JIEKTPOJIMTOB KPOBH (Kalluil, HATPHil, XJIO-
puabl) 1 pa3 B 3 Mecsia rnocie noj10opa onTUMaibHON MEAUKAMEHTO3HOM TepaIuu.

2. Y3U nouek 1 pa3 B 6 MmecsIieB.

HNPOPUNIAKTUKA U JTUCITAHCEPHOE HABJIIOJJEHHUE

PekomeHmyeTcsi TeHeTUYECKOe KOHCYJIbTUPOBAHUE POAMUTENECH AETEeH C BTO-
pu4HbIM cUHApOMOM {MaHKOHHM, OOYCIOBJICHHBIM TE€HETHMYECKHUMH OO0JIC3HSIMU
(IMCTUHO3, TaJaKTO3eMUs, HACJIEICTBEHHAs] HETIEPEHOCUMOCTh (PPYKTO3bI, THUPO-
suHemusi (tun I), rmukorenos (tun I), 6onesus Bunbcona—Konoanosa u 1p.),
['®P, HedporeHHBIM HECAXaPHBIM AUA0ETOM, C LIETBI0 O0OBSICHEHUS 3aKOHOMEPHO-
CTell HaclieIoBaHWs W MPOTHO3UPOBAHUS PUCKOB MOBTOpPEHHUS OO0JIE3HU TPU TIO-
CIIEIYIONUX OEPEeMEHHOCTIX. AHAJIM3 POJOCIOBHON MPOBOAUTCS JJII YCTAaHOBKHU
CJIy4acB MOATBEPKICHHOTO 3a00JEBaHUS M €r0 OCHOBHBIX CHMIITOMOB Y YJICHOB
CEMbHU U POJCTBEHHUKOB.

OCJJIOXKHEHUSA

Jns cunapoma @aHKOHU, HE()POrEHHOIO HECAXapHOIro JuadeTa XapaKTepHa
TsDKeNas Jerujparauus, A TII0KO30-TAJIaKTO3HOTO CHHApPOMa MalibabcopOuuu
(tTun B) — Tspkenas peruaparaiusi, HepokanbiuHo3, AuctaasHoro PTA (I tum) —
He(DPOKATBITUHO3.

NCXOAbI U ITPOI'HO3

[Ipu pannem ycranoBiaeHuu nuarHoza ['®@P rtepamus docharom u 1,25-
(OH);D3 crnocoOCcTBYeT KOPPEKIMM PaxHUTOMOAOO0HBIX JaedopManuid, OJHAKO
CTPYKTypa KOCTHOM TKaHH MOJIHOCTBIO HE BOCCTAHABIMBAETCS.

JnurensHas noauienaunBatomnias tepanust PTA |l tuna sdpdextuBna, a npu
TPaH3UTOPHOM ~MJIAJICHYECKOM THUIIE BbBI3BIBAET OBICTPOE YBEJIMYEHHUE POCTa
U C BO3pacTOM MOXET ObITh IpepBaHa 0€3 OMAaCHOCTH PeLMIMBa CUHIPOMA.

[Iporuno3 cunapoma MaHKOHMU 3aBUCUT OT NMPUUYUHBI, 00YCIOBUBILEH 3a00J1e-
BAHUE, TSDKECTH MOYEYHBIX U AKCTPApPEHAJIbHBIX NMPOABICHUN. Mauonatnyeckuii
cunapoM ®ankoHu moxer npuBoanuTh K XIIH B moapocTkoBOM Wi 3penom BO3-
pacte. Hepponatuueckuit muctuHo3 Benet k XIIH, Hapymiennro 3peHus, runoTH-
peo3y, IPOrpeCCUPYIOLINM HEBPOJIOTUYECKUM PacCTpOMCTBaM, Mmuonatun. Pannee
Ha3Ha4YeHHE Creun()UUecKoil Tepanuu MUCTUHO3a MO3BOJSET 3aMEUIUTh HACTYTI-
nenue u nporpeccupoBanue XIIH u ynydmuts ¢pusznyeckoe pa3Butue.
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[Ipy U30IMpPOBAaHHON pPEeHATBLHON TJIIOKO3YpPHUH MPOTHO3 OnaromnpusteH. [Ipu
[JIFOKO30-TaJIaAKTO3HOM CHHIPOME MajbaOCOpOIMU MPOTHO3 OJaronpusiTeH, €Cciu
JICYeHHE HAYaTo /10 OSIBICHUST HE(POKAIBIIMHO3A.

[Tpu nuctanbHoMm PTA mporHo3 OiaronpusiTeH, €Ciu JICUeHUe HavyaTo J0 Mo-
sBJIeHUs HepoKaabimHO3a. HeppokallblIMHO3 MEJIEHHO MPOTPECCUpyeT, MPUBO-
I K TOYSYHOU HEAOCTATOUYHOCTH.

Br13nopoBiieHre 1Mo BpOKACHHOMY He()POTCHHOMY HECcaxapHOMY JAHabeTy He
HacTymaeT. B rpyaHOM Bo3pacTe BO3MOXKEH JICTAIBHBIN UCXOJ Ha (POHE 3JI0Kaue-
CTBEHHOW THUIIEPTEPMHUHU, HE MOJJAIOMICHUCS JICYCHUID AHTUIUPETHKAMU, BCIIE]-
cTBHUE OBICTPO pa3BuBaromieiics neruapartanuu. Co 2-ro roja >KU3HU IMPOTHO3
YIIYUYIIA€TCS B CBSI3U C MOSIBJICHUEM KaX bl U CIIOCOOHOCTH aJIeKBaTHOTO MpHemMa
KUIKOCTH.

CAMOKOHTPOJIb YCBOEHUSA TEMbI

1. K pyHKIUSIM I04Y€K OTHOCSITCS:

a) moJyIep)KaHue roMeocTasa;

0) peryJsius apTepuaibHOTO JaBJICHUS,
B) FE€MOII033;

T') BBIICJICHUE a30TUCTHIX MPOYKTOB;

1) BCE BBIIICTIEPEUNCICHHOE.

2. T®P xapakrepusyercsi HapyuieHueM Tpancnoprta ¢ocdaros:
) B IUCTaJbHBIX KaHAIbLIAX;

0) MpOKCHUMaJIbHBIX KaHAJbIIAX;

B) IPOKCUMAJIbHBIX U TUCTAJIBHBIX KaHAJIBLIAX.

3. Boioepute ¢popmbl 'OP:

a) X-CICIUIEHHbIH JOMHUHAHTHBIH;

0) ayTOCOMHO-/IOMUHAHTHBIM;

B) HaciyeacTBeHHbIN ['®P ¢ runepkanbunypueii ayToCOMHO-PELIECCUBHBIN;
T') BCE BBIIIEIIEPEUHUCIICHHOE.

4. JInst ayrocoMHO-peneccuBHoil popmbl PTA xapakrepHo:
a) OTCTaBaHUE B POCTE;

0) aHOMaJIUH TJ1a3;

B) 3aJIep)KKa TICHXOMOTOPHOTO Pa3BUTHS;

I') TUCTICNTUYECKUN CUHAPOM.

5. BeiOepure npaBuibHbIE (popMbl cuHAPpOMAa DaHKOHM:
a) IepPBUYHBIN;

0) BTOpUYHBIH;

B) CIIOPaAUYECKHIA,

T') BCE BBILLIECIIEPEUYHCIEHHOE.

23



6. BbiOepuTe IMArHOCTHYECKHUE KPUTEPHUHU MOYEYHOH IJIIOKO3yPUN:
) YPOBEHbB TJIIOKO3bI B KPOBH CHIDKEH;

0) PKCKpeIHs TIIOKO3bI C MOYOU MOBBIIICHA;

B) HU3KHH YJIeTTbHBIA BEC MOYH.

7. Imarnoctudyeckue Kputepuu gucrajiabuoro PTA (I Tum):
a) MeTa0OIMYCCKHN aIuI03;

0) Kucas peakiusi MO4H,

B) dKCKpenwms OukapOoHnata 6omee 3 %;

T') BCE BBILLIEIIEPEUYHCIICHHOE.

8. KnuHuveckue nposiBjieHusi He)pOreHHOro HecaxapHOIo AuadeTa:
a) TOJINYPHS 1 TIOJIHTATICHS,

0) 3amepikKa (PU3NIECKOTO Pa3BUTHSA;

B) THIICPTUApPATALINS;

T') BCE BBIIICIICPCUYHCIICHHOE.

9. B Tepanuu He(ppOreHHOT0 HECAXAPHOTO 1MA0eTa UCHOJIb3YyeTCs
a) Arera ¢ OrpaHUYCHUEM COJIH;

0) peruaparanus;

B) UHOMETAIIVH;

') THIIOTHA3MI;

1) BCE BBIIICTIEPEUNCICHHOE.

10. BeneHune manueHTOB ¢ JHATHO30M TYOyJI0onaTHsi BKJIIOYAET:
a) HaOJroieHre Hedposiora U NeanaTpa,;

0) KOHTPOJIb MOKa3aTeel OMOXUMUYECKUX aHAIM30B KPOBU U MOYH,
B) koHTpoas KIIIC;

T') BCE BBIIIEIIEPEUHUCICHHOE.

OrBerbl: 1 —1;2-6;3-1;4—-4a,0B;,5-a,0,6-a,0;,7—a;8—a,0;
9-1m;,10—r.
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