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OIIPEAEJIEHUE

Ty0OyJsonaTum — kKaHaIBIIEBBIC 00JIE3HU TIOYEK, XapAKTEPU3YEMbIC PA3TUIHBIMH

HapYILIEHUSIMU TYOYJISPHOIO TPAHCIIOPTA AJIEKTPOJIUTOB, MUHEPAJIOB, BOJBI U
OpraHUYeCcKUX CyOCTaHIINi, HACIEACTBEHHOIO (MIEPBUYHbBIEC TYOYJIONATUH ) WU
MPUOOPETEHHOT0 XapakTepa (BTOpUUHbIE TYOYJIONaTHH ).

KJIACCUHDPUKALUA



Knaccudukanus tyOynonatuii o0CHOBaHa Ha JIOKAIHU3AIMHA TPAHCIIOPTHOTO
nedexTa onpeaeIeHHOro oTieNa HedpoHa.

IIpoxkcumanbHbie TYOy10IATHH

[ T'unodocdaremuueckuit paxut (pocdar-guader)

[J TTpoxcuManbHbIN peHadbHbIN TYOYasipHbIi atnno3 (11 Tum)
] Cunnpom Pankonu (e Tonu-Iebpe)

] PenanbHas riatoKo3ypus

'] bone3ns JleHnta

IleTneBbie TyOy10NMaTHH

] Cungpom baptrepa

JlucTanbHble TYOyJI0NaTHH

[J Cunnpom ['urenbmana

[ JIucTabHBIA peHabHBIN TYOYyIsapHbIN arn o3 (I Tum)
] IIceBmorunoanb10CTEPOHU3M

] HedporeHnnslif HecaxapHbIH quabeT

L] Cunapom Jlugana

HecMmoTpst Ha pa3zHooOpasue TyOynonaTii, OCHOBY X JTUATHOCTUKH COCTaBIISET
paHHEe BBISBICHUE TAKUX KIMHUYECKUX CUMIITOMOB, KaK apTepuaibHas
TUTNEPTEH3US/TUTIOTCH3 WS, TIOJIUUTICHUS, TIOJINYPHSI, PAXUTONOA00HBIE H3MEHEHUS, C
MOCJIETYIOIINM UCCIEAOBAHUEM U ONPEAEICHUEM HAPYIIEHU KUCIOTHO-IIEI0OYHOTO
cocTosiHUA (META0OTUYECKUN alli103/aIKa03), HAaTPUH-KAJIMEeBOTO W KaJIbITHIA-
dbochopHOrO TOMEOCTAa3A.

INPOKCUMAJIBHBIE TYBYJIOITIATHH



THIIO®OCPATEMHYECKHH PAXUT (@OCDAT-THABET)

I'unogocharemuuecknii paxut (pochar-nuader) — 3adoneBaHue, CBA3aHHOE
¢ nedexTom

peabcopOiumu GpochaTtoB B MPOKCUMATBHBIX KaHAIbIIAX, IPOSBIISIONICECS Y AeTei
docharypueii, runodochareMueii U BEIPAKCHHBIMA PAaXUTHUYESCKUMH H3MECHCHUSIMH,
PE3UCTEHTHBIMU K OOBIYHBIM J103aM BHUTaMHHa D.

ONUIAEeMHUOJIOT A

X-CUEIUIeHHBI JOMUHAHTHBIN runogocpaTeMUYecKuil paxuT gBiseTcst Hanbosee
yacToi HaciemayeMoit ¢hopMoit paxura ¢ yactotoit Bctpeyaemoctu 1:20000 - 1:50000
’KUBBIX HOBOPOXACHHBIX. J[pyrue HacnencTBeHHble GopMbl ruoPpochaTeMUIeCcKOro
paxuTa ¢ ayTOCOMHO-JOMUHAHTHBIM WJIH ayTOCOMHO-PELECCUBHBIM TUIIOM
HACJIEO0BaHUs BCTPEYAIOTCA IOPa30 PeKe.

THONATOreHe3

OmnucaHo HECKOIBKO HACIEACTBEHHBIX (POpM 0O0JIE3HH, IPOTEKAIOIIHX C
M30JJMPOBAHHBIM HapYIICHUEM MTPOKCUMAaTBHOU peadbcopoiuu dhocdaToB B mOUKaXx:

- runtoochaTeMUIECKUN PaxuT, X-CIEIIICHHBIN foMuHaHTHBI (OMIM
307800);

- runodochaTeMUIECKUN PaxuT, ayTOCOMHO-ToMUHaHTHBIN (OMIM 193100);

- runoochaTeMUIECKU paxuT, ayTocoMHO-penieccuBHbi (OMIM 241520;
OMIM 613312);

- HaCIIEJICTBEHHBIN TUTIOGOCHATEMUYECKAN PAXUT C TUTIEPKATBIINYpUEH

(OMIM 241530).

B HopMme tpancnopT docdatoB uepes TIOMUHAIBHYIO MeMOpaHy
MIPOKCUMAJIBHOTO KaHaJbIla



OCYILECTBIsACTCS HaTpuii-pochaTHbiMEu KoTpaHcopTeépamu (sodium-phosphate
transporter 2a, 2c - NPT2a, NPT2c), skcnipeccust KOTOpbIX MOAU(DULIUPYETCS
dakxTopom pocra pudbpodaactos-23 (fibroblast growth factor 23 — FGF23) u
apaTrOPMOHOM.

FGF23 cniocobcTByeT pazBuThio hocharypuu mocpeCTBOM YITHETCHUS
peabcopbumu docdaros, Beiencteue peaykiuu NPT2a, NPT2¢ u nonaBienus

OKCHPECCHH 1-0-TUAPOKCHIIA3BI C TIOCIEAYIOMICH CyNpecCuei IIUPKYIUPYIOIIEro
1,25(0OH).D.

[TapaTropmMoH Tak ke HHruoupyeT peadbcopOuno pochaToB B MPOKCUMAIBHBIX
KaHaJblaX, UHAKTUBUPYS HaTpui-(hochaTHbIE KOTPAHCTIOPTEPHI, HO B OTJIMYUE OT
FGF23 ongHoBpeMEeHHO HHIYLUPYET TPAHCKPUIIHUIO 1-0-TUAPOKCHIIAa3bl, CTUMYJIHUPYS
cunte3 1,25(0OH),;D B npokcuManbHbIX KaHaNbIaX, YTO BEJET K MOBBIIICHUIO
NPT2b-3aBucumoit kuieunoi abcopOiuu GocdaToB v 1MoIaBICHUIO TPAHCKPUIIIIUH
TeHOB MMapaTropMoHa.

MyrTarnuu B ¢pochar-peryaupyromneM reHe roMoJIOTHYHOM SHJIONCTITHIa3¢ B
nokyce Xp22.1

(PHEX — phosphate-regulating endopeptidase homolog, X-linked), mpuBoasr k
HapyIIeHUI0 (PePMEHTHBIX CUCTEM, OCcyIIecTRIsAomuX npoteonus FGF23, mpu X-
CUeNnJIeHHOM JOMHHAHTHOM runogocharemudeckom paxure. 1M3661Toxk FGF23
oOyciaBnuBaeT HapyleHue peadbcopoiuu GocdaToB B MPOKCUMATBHBIX KaHAIbIIAX
MOYCK, YTO (POPMUPYET XapaKTEPHbI OMOXUMUICCKUA (PEHOTHII, TTPOSIBIISIOIIHIACS
docdarypueit, runodocharemMueii, HU3KUM I HOPMaJIbHBIM, HO HEaJIeKBATHO
CHIKEHHBIM OTHOCHUTENBHO Tunodocharemun yposaem 1,25(0OH),D3. Hecmotps Ha
TO, YTO K HACTOAIIEMY BpeMeHH onucano 6oinee 170 myranuiit PHEX-rena (Muccenc,
HOHCEHC, JIeTICIIUH, CTUIAC-CalT MYTaIllH ), OTYETIUBBIC TCHOTUTT-(DEHOTUTTUIECKUE
KOPPETSIUY HE OTTMCHIBAIOTCS.

[IprunHOM ayTOCOMHO-IOMHMHAHTHOI0 runogocpareMu4ecKoOro paxura
SBIIICTCS] HETIOCPEACTBEHHOE BOSHUKHOBEeHHE MyTaruii B rene FGF23 na xpomocome
12p13.3, popmupyromux ycTORIHBOCTh (PaKTOpa K MPOTEOTUTUIECKOMY
PaCILIETUIEHHUIO.

BO3HHKHOBEHHIO ayTOCOMHO-pPELieCCUBHOIO
runogocpareMuYeCKOro paxura



CHOCOOCTBYIOT MyTaIliU B T€HE ACHTUH MaTPUKCHOTO npoTerHa 1 (dentin matrix
protein 1 — DMP1) na xpomocome 40921 miu reHe 3KTOHYKIICOUT
nupodocdarassl/dhochoauscrepasst 1

(endonucleotide pyrophosphatase/phosphodiesterase 1 — ENPP1) na xpomocome
6022-q23, Tak ke cnocoOCTBYIOIIME MOBbIIEHUIO KoHIeHTpauii FGF23.

AYTOCOMHO-peleCCHBHBIN HACTEACTBEHHbIH runopochpaTeMuyecKid paxuT
¢ TUnepKaJbIuypuei pa3BuBaeTcs BeaeacTBue mytanuid B rene SLC4A3 na
xpomocome 9034, HenocpeACTBEHHO KOJIMpYoIieM HaTpuii-pocdaTHbiit
kotpancnoptep (NPT2c¢) momuHanbHOU MeMOpaHbl MPOKCUMAJIBHBIX KaHAJbIIEB.

Kannuyeckass KapTuHa

3aboneBanue manudectupyer B Bo3pacte 9-13
MeCsLEB. XapaKTEPHBI:

- OrcraBanue B pocTe

- JlepopManiuyu HHKHUX KOHEUHOCTEH (4alle BapyCHBIE), MPOTPECCUPYIOIINE,
HECMOTps Ha MPOBEICHNE MPOPUIAKTUKUA PAXUTAa OOBIYHBIMU J103aMH BUTaMuHa D.

JImarnocTuka

Benymumu na6oparopusimu cumnromamu FGF23-3aBucumbix popm
runodochareMuieckoro paxura (X-clerieHHbIH ToMUHAaHTHBIN [ 'DP, ayTocomHo-
JTOMUHAHTHBIN

['®P, ayrocomuo-peneccuBHsiil ['OP) sBisttores: runodocdaremus (menee 0,8
MMoITb/1), hocdatypust (3B). Kanpuwmii cerBopotku u 25(OH)D3 B HopMe, ypOBEHb
1,25(OH);D3 Hu3KMit wiim HOPMaJIBHBIH, YPOBEHB TAPATTOPMOHA HOPMAIBHBIHN HITH
He3HauyuTeabHO noBkIeH (3B). OtcyTcTBYyeT MeTabonmueckuii anumno3. [lopbiena
aKTUBHOCTBH MIeI0ouHON (pocdarasel. [loueunbie GyHKIIMN OCTAIOTCS COXPAHHBIMH.

JAuddepenunanbHast IMATHOCTHKA



FGF23-3aBucumeie popmbl I'OP Heobxoanmo nuddpepeHnpoBaTh ¢ 0OBIYHBIM
BUTaMUH-D-1epuIMTHRIM paxuTOM, AUCTAIBHBIM PEHATBHBIM TYOYISIPHBIM
anuao3oM, cunipomom dankonu (e Tonu-/ledpe).

Hacnencreennsii I'OP ¢ runepkanbuuypuen otiandaercs oT X-CUEIUIEHHOTO
noMuHaHTHOTO ['®P noseimenasiMu ypoBHsaMu 1,25(0OH)2D3, 25(0OH)D3, Huzkum
YPOBHEM MapaTropMOHa U BHICOKOM abCOpOIMell KalabIUs B KUILIEYHUKE.

Jlns 6onbimmacTBa hopM ['DP cyiecTByeT reHeTHuecKoe MOATBEPKICHUE.

Busyaau3zaumMoHHas AUATHOCTHKA

HpOBO,HI/ITCSI C OCJIBIO OMMPCACICHUS BBIPAKCHHOCTH PAXUTHYCCKUX U3MEHCHUH
CKCJICTA.

1. Pentrenorpadus kucteil, onpeneneHue KOCTHOTO Bo3pacTa
2. JleHcuroMeTpus
3. Pentrenorpagus TpyOuyaThIX KOCTEN TOJIEHEN ¢ 3aXBaTOM

KOJICHHBIX CYCTaBOB. YJIbTPa3BYKOBOE MCCJICOBAaHUE TTOYCK Y HEJICUCHBIX
JeTel Bcersia B HopMe, HO B XOJI€

nedeHus 1,25- muruapokcu-BuTaMuHOM D3 HE0O0X0auM JUHAMHYECKUN KOHTPOIh
VY3U noyek B CBsI3U ¢ BOBMOKHOCTBIO Pa3BUTHUS HEPPOKAIBIIMHO3A.

Iloka3zanusa K KOHCYJIbTAIIlUN CHICHIUATUCTOB

[Tpu mo31HO HAYATOM JICYEHHH YACTO BO3HUKAET HEOOXOAMMOCTh B OPTOIEINYE CKOM
XUPYPTUU TS YCTPaHESHUS e(popMaliiii HUKHUX KOHEUHOCTEH.

KoHcynpTanus reHeTrka, ¢ Ieablo 00bICHEHHS 3aKOHOMEPHOCTEH
HACJICJI0BAHMS M MPOTHO3UPOBAHUS PUCKOB IMOBTOPEHHUS OOJIE3HHU IPH MTOCIIETYIONUX
OCpPEeMEHHOCTSIX.

HpI/I OTCTaBaHHWH B POCTC, IIPH BO3MOKHOCTH, KOHCYJIbTallWAg JUCTOJIOrA.

CKpUHUHT



[IpumensIOT clleAyomue METOAbI
CKpUHHMHTIA. [ AHaIN3 POIOCIOBHOM:

- [IOUCK CJIy4acB HOI[TBCp)KI[éHHOI‘O 3a00JIeBaHUS Y YWICHOB CEMbBbH U
POACTBCHHUKOB.

(] BeIIBJIEHE OCHOBHBIX CUMIITOMOB:

- 3aJIepKKa pocTa -
PaxuTONOA00HBIC H3MECHEHUS
CKeJIeTa.

JlabopamopHvie dannvle:

- KIIC (pH xpoBwu, crannaptHsiii Oukapoonat - HCO3', BE)

- OMOXMMMYECKOE UCCIIeI0BAHNE CYTOUHOM Mouu: onpeneneHue ¢hocharos -
ompeesieHne cooTHOIeHuH (ochaThl/KpeaTUHUH B Pa30BoOi (BTOPOi
yTPEHHEW ) OpIUHU

MOYH

- WcclieoBaHne KpoBH: Gocdop, KalbIuii, KpeaTHHUH, TapaTTOPMOH,
menoyHas gocdarasza

- Y3U nodex, MOYEBOTO My3bIps

Jleuenue

Crangaptras tepanus FGF23-menuupyempix runodochaTeMudecKux paxuToB (X-
I'®P, ayrocomHo-nomunanTHbid ['OP, ayTrocomuo-penieccuBnbiii 'OP) ocHoBaHa Ha
OJTHOBPEMEHHOM Ha3HAYCHUU HEOPTraHMIECKUX (Poc(aTOB M aKTUBHBIX aHAJIOTOB
BuTaMuHa D ("are KaabIUTPHOIT; TaK K€ UCTIONB3YeTCs alb(aKaabIlua0) U
HaIpaBJieHa Ha KJIMHUYECKOE U3JICUCHUE PaxXuTa, YIyUIllIeHHEe THCTOJIOTUN KOCTHOM
TKaHu. PaHHee Hayaso JIeUeHus MO3BOJIAET N30ekKaTh IehopMali KOCTEH.



J103BI U T TEITLHOCT JICUECHUS OTIPEICIISIOTCS BRIPAKECHHOCTHIO PAXUTHICCKUAX
W3MEHECHHH, YpOBHEM (oc(aToB B KPOBH, BO3PACTOM MAIMEHTOB. boyiee BrIcOKHE
7I03BI TIPENapaToB HEOOXOAMMBI B HaYajIe TEPAliy U B TIEPUOIbI HHTCHCUBHOTO
pocTa peOeHKa.

Docpam

OnTtumanbHbie 10361 pocdaToB He ornpeaesieHbl. OOBIYHO PEKOMEHYeTCs
nepopaibHbIi ipueM ocdara B 103¢ 30-40 MI/KT B ICHB 110 2JIEMEHTAPHOMY
docdopy B 4-5 nmpuemos (3C). Bo3zmoxkHO moBbITIeHHE 10361 (hochaToB B IEpUOIbI
WHTEHCUBHOTO pocTa (110 55-70 mMr/Kr B 1eHb 1o snementapaomy docdopy). Llens —
noctuxkenue ypoBHsa Gocdato ceiBopoTku 1,0-1,2 mmoinb/n. B HacTosiee Bpemst
IIPUMEHSETCS PACTBOp Heopranuueckux (gocdartos! (omxHo3aMemeHHbI GocdaT
HaTpus 2-BOAHBIA — 5 T ¥ IByX3aMelIeHHbIN GocdaT HaTpus 12-Boaubiil — 10 r Ha
250 mu1 BOJbI), KOHEUHBINA PacTBOp COAEPKUT 7,44 mr anemeHTapHoro (ocdopa B

1 mi.

B OonpmmHCTBE clydaeB HE yIAeTCs MOJTHOCTHIO HOPMAM30BaTh YPOBEHB
dbocdaroB B

CBIBOPOTKC.

1,25- oueuopoxcu-eumamun D3

ExenneBnas noza 0,02-0,05 mkr/kr/cyt (20-50 Hr/kr/cyt) B 2-3 npuema (3C).
OnTtumanbHbIe 10361 HE orpeaenieHbl. C 1enbio mpeIoTBpaieHus GopMUpOoBaHUS
He(QpOKaTBIIMHO3a HEOOXOIUM TUHAMUYECKUNM KOHTPOJIb SKCKPEIIHH KAIBITHS C
MOYOH, coziep kaHusl Kaabius, pochopa, aKTUBHOCTH IIeI0YHON (pocdarTassl B
CBIBOPOTKE KpoBH, ¥Y3U nouek. B kauecTBe anbTepHATUBBI KaJbLIUTPUOTY MOXKET
OBITH UCTIOJIH30BAH ATb(PaKaAIBIIN O

Posab JedyeHnsi peKOMOMHAHTHBIM TOPMOHOM POCTa OIICHUBACTCS
MIPOTHUBOPEUHBO.



Cy1iecTByeT €IMHCTBEHHOE PaHAOMU3UPOBaHHOE HccieaoBanue Zivicniak M. et al,
KOTOPOE MOKAa3aJI0 3HAYUTEIILHOE YIIyUIlIeHUE TMHAMUKHU pocTa 'y 8 u3 16 nerei,
MOJTYYaBIINX PEKOMOMHAHTHBIN ropmoH pocta (1b,B).

B psine cnyuaes, npu popMUpoBaHUU HEOOPATUMBIX U3MEHEHHUM KOCTEH,
OKa3bIBAETCS HEOOXOAMMON XUpypruueckas KOppeKIius, KoTopas JoJKHa
MIPOBOJUTHCS MOCIIE 3aKPBITUA MU (PHU3APHBIX 30H POCTA.

Benenue manueHTOB M peadUIMTANMOHHbIC MEPONIPUATHS

1. B Hauane Tepanuu, B TCUCHHUE YETHIPEX HEJICb, PEKOMCHTYCSTCS
eXXeHeeNbHbIN (1 pa3 B Heem0) KOHTPOJIb 1ab0paTOPHBIX TIOKa3aTelel, ypOBHEH
kanbius, pocdopa, menouHoit ¢pocdaraspl, mnapaTropMoHa B KPOBH, IKCKPEIIUH
Kaibims, GpochaToB ¢ MOUOIL; MO3THEE - aMOyIaTOPHBIA KOHTPOJIb POCTa,
71a00paTOPHBIX JAHHBIX I ONTHMAIBLHON aJanTalluy TEParu JOJDKEH
IIPOBOJIUTHLCSI HE MEHEE YETHIPEX pas B IOl

2. H€O6XO,III/IMOCTI> PaaruoOJIOTUICCKOT'O KOHTPOJIA paxuTa OIIPCACIIACTCA
KIIMHUYECKUMH U OMOXMMHUYECKUMH KOHTPOJIbHBIMU ITOKA3aTCIIsIMU

3. Y31 nouex J01KHO MTPOBOAUTHCS HE MeHee | pasza B roJi sl HCKIIOUCHUS
He(pOKAIBITMHO3A.

IIporuo3s

Tepanus pocharom u 1,25(0OH),D3 criocoOCTBYET H3IEUSHHUIO paxuTa, CTPYKTypa
KOCTHOM TKaHU TOJHOCTHIO HE BOCCTAaHABIMBACTCHA.

IIPOKCHMAJIbHBIH PEHAJIbHBIH TYEYJIAPHBIH AL[H/103 (11 THII)

IIpokcuManbHbIH PeHAJIbHBIN TyOYJISPHBI ammos (11
THII) (OMIM 179830) -



3a00JeBaHNEe, XapaKTepHU3yIollleecs: HapyllleHrneM peadbcopOruu OukapOOHATOB
(HCOz") B mpoKCHMAaJIbHBIX KaHAJIbIIAX.

ONUIAEeMHUO0JIOT A

N30nupoBaHHbIN TPOKCUMATbHBIN peHANbHBIN TYOYyIsapHbIi anno3 (PTA)
BCTpeUaeTCs KpaiiHe pelko. JlaHHbIe 0 pacIpOCTPaHEHHOCTHU 3a00J€BaHUS
OTCYTCTBYIOT.

DTHOMATOT¢HE3

[lepBuunsblii npokcumanbHbiii PTA (M301upoBaHHbIM)

[ AyTOCOMHO-IOMUHAHTHBIH;
[ AyTOCOMHO-PELIECCUBHBIN C TMATOJIOTMEN IJIa3 U OTCTABAaHUEM B
YMCTBEHHOM

pasButuu, mytanus reHa SLC4A4 (xpomocoma 4q21), HapylieHue CTPYKTYPhI
HaTpuii-Onkapoonarnoro korpancioprepa-1 (Na™-COs-cotransporter - NBC-1)
0azonaTepaibHON MeMOpaHbl MPOKcHUMaIbHOTO KaHajbia (OMIM 604278);

0 Criopainyeckuu

- TPaH3UTOPHBIN (IETCKUIA ), HE3PEIOCTh HATPHUI-BOAOPOTHOTO aHTUIIOPTEpA-3
(Na*™-H" exchanger - NHE-3) anukanpHOl MeMOpaHbl MPOKCHMAaIBLHOTO KaHAJbIIA;

- IEPCUCTUPYIOMINH (B3POCIIBIN).

Bropuunsiit npokcumanbabiii PTA 00ycioBieH psigom 3a00JIeBaHMI: IUCTUHO3,
rajlakTo3emusi, TukoreHo3 (tu I), Tupo3nnemusi, 601e3ub Brbcona,
TUTEePIIapaTUPEOUIU3M, MENYIUIIpHAsl KUCTO3HAs 00J1€3Hb, BUTAMUH-/]-1e UM THBIHI
Y 3aBHCUMBIN PaXUT, HAUONIATUYECKAs TUNIEPKAIbLUUYPHUs, IEPBUYHASL
ruriepokcanypus, cuaapom Jloy, cunapom Illerpena, MHOKECTBEHHAsI MUEIIOMA.
Takske MOXKET ObITh BbI3BaH TOKCHUECKUM MOPaKEHUEM IPOKCUMAJIbHBIX KaHAJIbIIEB
COJISIMH TSIKEJIBIX METAJIJIOB, HEKOTOPBIMU JIEKAPCTBEHHBIMH MpPENapaTaMHu.

B HOpMe B mpokcHManbHBIX KaHAIbIaX peabcopoupyetcs 10 90%
npopUILTPOBAaHHBIX OMKapOOHAaTOB. BeneacTue HapylieHus peadcopoiuu
OMKapOOHATOB B MPOKCUMATBLHOM KaHAJIbIE, OMKapOOHATYpHUS pa3BUBAETCS MPHU
HOPMaJIbHOM KOHIIEHTpalui OMKapOOHATOB B IJIa3ME KPOBU. DTO BENIET K
MeTa00IMYEeCKOMY allu03y MPU OTCYTCTBUU MOJAKUCICHHUS] MOYH, HECMOTPS Ha



COXpaHHBIC MEXaHU3MBI JUCTATbHOM cekpennu nonos H'. Kak Tonbko
KOHIICHTpAIS TJIA3MEHHBIX OMKapOOHATOB CHUYKAETCS HUYKE MMOPOTOBOTO 3HAUCHUS
(B OOJIBIIMHCTBE CIy4yaeB MeHee 15 MMOIIb/, B OTCYTCTBUU JICUCHUS),
npouIbTpoBaHHBIE OMKAPOOHATHI HAUMHAIOT MOJHOCThIO peabcopOrpoBaThCA,
pEaKIus MOYM CTAHOBUTCS KUCIIOM.

Kinunnuyeckasi kKapTuHa
HaubGonee yacto 3abosieBaHue quarHocTupyercs B Bo3pacte 1 — 18 mecsiien

- ayTOCOMHO-JOMMHAHTHBINA TUI — OTCTABAHUE B POCTC,

- ayTOCOMHO-PELIECCUBHBIN TUIl — OTCTABAHUE B POCTE, IJ1a3HBIE aHOMAJIUU
(rmaykoMma, kaTapakTa), OTCTaBaHHE B YMCTBEHHOM Pa3BUTHH,

- TPaH3UTOPHBIN MJIQJICHYCCKUIN THUII - 3aJICPIKKa poCTa, CHUIKCHHUC
AlllICTUuTa, TOOIHOTA, pBOTA, SIIU304bI ACTHAPATAIIMA 1 THIIOTOHUH.

JImarnocTuka

Jluaznocmuueckue kpumepuu PTA (3C):

MeTaboanuecKnui alumaos;

pH mouu < 5,5 (B yCJIOBUAX IEKOMIICHCHUPOBAHHOTO aIK1034);

DKCKpeus aMMOHUSI — B HOPME;

DKCKpelus HuTpaTa — B HOPME;
- @paknuonHas sKckpenus Oukapoonata 6omnee 15-20% (mpu HCO3'B mnazme >
20 MMOJTB/).

JAuddepenunanbHast ITMATHOCTHKA

- Cungpom dankonu (ne Toru-Jledpe);

- luctanbHblil peHaIbHbIN TyOysipHBIN anuao3 (I Tum).

Bn3yann3aun0HHaﬂ AHArHoCTHKA



[Ipu nepBUYHOM MPOKCUMAIBHOM PEHAIBHOM TYOYJIsipHOM anuaose Y3U nouek
BCEra B

HOpME.
KoncyabTanuu cnienuajincron

[lo mokazanusam: oranbMoI0Or, HEBPOJIOT, AUETOJIOT, T€HETHUK.
CKpUHMHT

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

- pH cBexeBBITYIIIEHHON MOYH;

- OMOXMMHYECKOE UCCIICA0BAHNE CYTOYHON MOYH: TITFOK03a, GocdaTsl,
KaJbI[UH, OEJIOK;

- ompenesieHue COOTHOIIEeHUI (pocdaTbl/KpeaTuHUH, KalbIUil/KpeaTHHUH B
Pa3oBoii (BTOPO# yTpEeHHEH ) MOPIIUA MOYH;

- OMOXMMUYECKOE UCCIICIOBAaHNE KPOBU: KA, HATPUU, XJIOPUIBI, KATBIIHH,
dbocdop, KpeaTHHUH, TITFOKO3a;

- Y3U noyek, MO4€BOTO My3bIpSl.

Jleuenue

* buxapoonam nampus (pactBop 4%: B 1 mut — 0,5 MMoJIb) MK TTUTpaTHAS
cMech (Kainusi-HaTpus TUAPOTeHIUTPAT - 1 Tab/1 MepHas J10KKa TpaHyJIuPOBAHHOTO
nopoiika - 1,197 r mumonHOM Kuca0ThI, 0,967 kanmus runpokapoonara, 0,835 r
HaTpusl UTpata, 4to coorBercTByeT 10,138 MMob nutpaTa) 10-15 mMons/Kr/cyT (B
Tpu-detbipe npuema) (3C).

JleueHne HOCUT 3aMECTUTEIBHBIN XapaKTep C LUEIbI0 BOCIOIHEHHS OOJIBIINX
noTeph OMKapOOHATOB, MPOBOJIUTCS €KEAHEBHO U HETPEPHIBHO, LEb - MOACpKaHNe
CTaHIapTHOTO OMKapOOHATa CBIBOPOTKHU Ha ypoBHE 21-24 MMoOIb/II.

BeneHne MNanueHToB N peaﬁn.ﬂl/ITaunonnme MEPONPUATHSA



Kontpone KIIC, 3nekTpoauToB KpoBH (KaJuid, HaTpHii, Xinopuasl) - 1 pa3 B 3
Mecsla (rmociie noadopa ONTUMaIbHOM 1036l OMKapOOHATa HATPHS)

IIporuo3s
JlnurenpHas noaleaaunBaronas tepanus 3QpGeKTuBHa, a IPU TPAH3UTOPHOM

MJIQJIEHYECKOM THUIIEC BBI3BIBAECT OBICTPOE YBEIMUECHHUE POCTA U C BO3PACTOM MOXKET
OBITH pepBaHa 6€3 OMACHOCTH PEIUIMBA CHHAPOMA.

CHHIPOM ®AHKOHH (0e TOHH-EBPE)

Cunapom ®ankonu (e Tonu-Jlebpe) — 3aboneBanne, 00yCIOBICHHOE
TE€HEepAIN30BaHHON

TUCHYHKITACH MTPOKCUMATBHBIX KaHAJIBIIEB, PUBOJISIICH K HAPYIIICHUIO
peabcopOIy aMUHOKHCIIOT, TJIFOKO3bI, Kalus, HaTpus, BOAbI, pochaTos,
OMKapOOHATOB, MOYEBOM KUCIIOTHI.

ONuaAEeMHO0JI0T A

[lepBHUUHBIN FreHETUYECKU-AETEPMUHUPOBaHHBIN cuHApoM Pankonu (OMIM 134600,
OMIM 615605, OMIM 613388) BcTpeuaeTcs kpaitHe peako. JlaHHbIe O
pacnpocTpaHEeHHOCTH 3a00J1€BaHUs OTCYTCTBYIOT

THOoNATOreHes3

Paznuuaror nBe popmbl 3a00J1€BaHUS:

- NEPBUYHBIN UIMOMATHYECKUN CUHAPOM DAHKOHU, B OOJIBIIIMHCTBE CIy4YacB
HOCSIIIIAN CIIOPATNYECKUN XapaKTep; CAUHUYHBIC CIIy4Yar MOTYT SIBIATHCS
HACJICICTBEHHBIMU (2ayTOCOMHO-PEIIECCUBHOE, AyTOCOMHO-IOMHUHAHTHOE
HacCIIeJIOBaHUE);

- BTOpUYHBIN cuHapoM DaHKOHU, 00YCIOBIECHHBIA TEHETUYECKUMU 0O0JIE3HAMU
(IMCTUHO3, TaJaKTO3eMUsl, HAClIeICTBEHHAs HENEPEHOCUMOCTh (PYKTO3HI,



tupo3unemus (tun I), rmukorenos (turn I), 6one3ns Bunbcona-Konosamnona,
MUTOXOHJIpUAJIbHbIEC IUTOMNATHH, 00Je3Hb JleHTa, cunapom JIoy), Tokcuueckum
JEeUCTBHEM JIEKapCTB (T€HTAMMIIUH, TETPAIIMKIIUH, aHTUPETPOBUPYCHBIE TIpenapaThl),
COJIEH TSDKEJIBIX METaJUIOB, MO0 Pa3BUBAIOIIUIICS BCIICICTBUE IEPBUYHOTO
aMUJION103a, MHOKECTBEHHOW MHUEJIOMBI U HEKOTOPBIX IPYTUX 3a00JeBaHUM.

Haunbonee yacroii npuunHoi cuHapoma MaHKOHM y eTeil ABJIAeTCH
nuctuao3 (OMIM 219800), penkoe ayToCOMHO-pEIECCHBHOE 3a00JIeBaHUE, KOTOPOE
XapaKTepu3yeTcs HaKOIUIEHHEM KPUCTAJUIOB LIMCTHHA BHYTPH JIU30COM U
COIMPOBOXK/IA€TCS MPOTPECCUPYIOLIUM MOPAKEHUEM UHTEPCTUIIMATBHOM TKaHU MOYEK
C UCXO/IOM B XPOHHUYECKYIO MOYEUHYIO HEIOCTATOYHOCTh; 4YaCTOTa BCTPEUAEMOCTH
~1:200000 HoBOopoxkaeHHbIX (EBpomna, CIIA).

JledexT MM30coMaIbHOTO MEPEHOCYUKA [IMCTHHA — IUCTUHO3WHA BBI3BIBACTCS
paznmuunbiMu MyTanusiMu B rene CTNS (xpomocoma 17p13). Haubonee wacto
BbIsIBIIseMast Ooutbinast aenenus reHa CTNS MoJHOCTBI0 HapyIIaeT ero (PyHKIUFO.

Hapymenue TpancnopTa IIUCTHHA Yepe3 JTU30COMAIbHYI0 MEMOpaHy BEJIET K
HAKOIUICHHUIO IUCTHUHA B JTM30COME, CHIKEHUIO IUCTUHA U IUCTEMHA B IIUTO30JI€, YTO
PUBOJUT K MOBBIIICHUIO TPOIYKIIMU PEAKTUBHBIX PAIUKAIOB KUCIOPOAa, BHI3HIBAET
uctoieHne AT® u cTUMyIUpYeT anonTo3.

Knaunuveckas Kapruna

Nudantunsnas ¢popma HeponaTHIECKOro IUCTHHO3a MaHU(DECTUPYET ¢ CHHAPOMA
dankoHHM B Bo3pacTe 6-12 Mecs1ieB ¢ OBICTPON mporpeccueit 10 TepMUHATBHON
CTaJIUM XPOHUUYECKON MOYCYHOU HEAOCTATOUYHOCTH (K 8-12 rogam).

IOBeHnnBHYIO hopMy HEDPOTATHISCKOTO IIUCTHHO3a OTINYAIOT Oosiee O3 HUI
Ne0I0T B TeUCHUE MyOepTaTHOTO NIEPHOIa, MEHBIIIAs! BRIPAXKECHHOCTDh KITMHUKA
cuHapoMa MaHKOHU, MEIJICHHAS POTPECCUSI 0 XPOHUYECKOM MTOYEYHOU
HEJI0CTaTOYHOCTH. B3pocnas ¢hopma 00sie3HN MPOTEKAET C U30THMPOBAHHBIM
MOPaKEHUEM TJIa3.

Cumnromsl cunapoMa DaHKOHU: OANYpHUs, AETUIPATALIUS, MbIILICYHAS
c1abocTh, OTCYTCTBUE aAMIMETUTA, IJoXas MpudaBKa B Bece, 3a/iepKKa pocTa,
PaxuTONnOI00HbBIE U3MEHEHUS CKEJIeTa, OTCTABAHWE B YMCTBEHHOM Pa3BUTHUH.



PanHMMU 1 TaTOTHOMOHUYHBIMH KCTPAPEHAILHBIMU MPOSBICHUSIMU
He(ponaTuyecKoro MUCTUHO3a CYUTAIOTCS OTIIOKEHUS KPUCTAILIOB IIMUCTUHA B
poroBuiie (KepaTonaTusi), BBISBJISIIOLIAECS CO BTOPOTO I'0J1a )KU3HU, B JlaJbHEUIIIEM
MOTYT MOpaXaThCs SHIOKPUHHBIC OpPTraHbl (TUIIOTUPEO3, CaxapHbId 11adeT,
TUNIOTOHAIU3M (Y MaJIbUMKOB)), HEPBHAS cUCTEMa (HEMpOMUOMNIATHUS, STTUIICTICHS,
MO3KE€UKOBBIE ¥ TUPAMUIHBIE PACCTPONUCTBA, OTCTABAHUE B YMCTBEHHOM Pa3BUTHUH ),
NeYeHb U MOJHKEITyA0YHAas Keyesa.

JAnarsocruka
Kpumepuu ouaznocmuxu cunopoma @anxonu (3C):
- Metabonuueckuii anumo3 (mpokcuMaabHbiil PTA co cCHU)KEHHEM YPOBHS

CTaHJapTHBIX OMKapOOHATOB HUXKE 18 MMOIIB/);

- I'eHepanu3oBaHHAs aMUHOALUIYPHS;
- Ilporennypus (HeOobIIas UK YMEPEHHAs);

- I'moxosypus;
- ®ocharypus;
- T'unodocdaremus;
- I'unokanuemusi, TMIOHATPUEMUSL;
- T'unmoypuxkemus;
- Ilommypus;
- Paxur.
Kpumepuu ouaznocmuku Hegpponamuueckozo yucmuHo3a, KaK RPUYUHbL

cunopoma @ankonu (3C):

- OOHapyXeHHE KPUCTAIIOB IIUCTHHA B POTOBHIIC MPH ITOMOIITH IIEICBOM
JIAMIIbI;

- Usmepenue copepikaHus MMUCTHHA B JICHKOIIUTAX;
- AHanmu3 Ha Hagmuue myTanuid B rene CTNS.

JAuddepenunanbHass IMATHOCTUKA



CodeTaHHOE MOBPEXICHUE MHOTHX MapIHUaIbHbIX (YHKUUNA MPOKCUMATBHBIX
KaHaJbLEeB oTindaeT cunapoM Pankonu (ne Tonu-/ledpe) ot apyrux TyoyaonaTuii
(mpokcumanbHoOro u nuctanbHoro PTA, penansHoro runodochareMuyecKkoro
paxura).

Busyaau3zauuMoHHas AUATHOCTHKA

BusyanuzarmoHHbIe UCCIICIOBAHUS HE UTPAIOT BAYKHOUW POJI B ITIOCTAHOBKE
coOcTBeHHO Anartosa cunjapoma ®ankonu (e Tonu-Iedpe).

Iloxa3anusa K KOHCYJIbTAIIlUA CIICHIUATTUCTOB

C uenpio UCKIIIOUYEeHUS HEPPOMATUYECKOTO IMCTUHO3a, 00Je3Hu BuiibcoHa, kak
npuurH cuapoma Gankonu (ne Tonu-Jledpe), mokazano odhTaaTbMOIOTHIECKOE
oOcne0BaHKe C MPUMEHEHUEM IIEIeBOM JTaMIlbl (0OHapyKEHUE OTI0KEHUN
KPUCTAJVIOB IIMCTUHA B porosuile, kojel Kaitzepa-®neiiepa). Tak sxe onpaBnaHa
KOHCYJIbTalus 0(TaabpMOJIOra Mpy MOJA03PEHUH Ha TalakTo3eMuto, cuaapoM Jloy
(BpOKJICHHAs! KaTapakTa).

vy MagUCHTOB C MUCTUHO30M IIPU IOABJICHUH ITPHU3HAKOB BH,HOKpHHOHOTHHGCKOﬁ
IMIaTOJIOTHUH II0OKa3aHa KOHCYJIbTallyd S9HAOKPHUHOJIOTA, B KOHCYHOU cTaanun 0oJyIe3HU —
KOHCYJIbTallud TPaHCITIAHTOJIOTA.

KoHcynbpTanms reHeTHKa, ¢ 1eJIblo 00bICHEHUS 3aKOHOMEPHOCTEH
HACJICJOBAHUS U MPOTHO3UPOBAHUS PUCKOB ITOBTOPEHHUS OOJIC3HH.

CKpPHUHMHT
[J KIIC (pH xpoBu, HCO3', BE);
[J pH cBeXeBBINMYIIEHHON MOYH;

[J  OMOXMMHYECKOE UCCIICIOBAHKME CYTOYHON MOYH: THTPYEMbIC KUCIOTHI,
aMMOHHH, KaibIui, ocdaTsel, rIroKo3a, OSIOK, aMUHOKHCIIOTHI, KaTnii;

[] ompeneneHne COOTHOMEHUHN KalbIIU/KpeaTHHUH, pocdaThl/KpeaTHHUH B
Pa30BOi MOPUUU MOYH (BTOpasi yTPEHHSS MOPLUsA);

] OMOXMMHUYECKOE MCCIIeIOBaHNE KPOBHU: KU, HATPUH, XJIOPHUJIBI, KaJbIIHH,
dbocdop, KpeaTUHUH, TIIHOK03a;

(] Y3U nouyek, MOYEBOTO MYy3bIPA.



Jleuenue

[Ipu cunnpome MaHKOHU OCHOBHBIE JIEUEOHBIE MEPONPUSTHS HAPABIICHBI HA
KOPPEKLHIO KaHAIBLEBBIX OTEPH )KUAKOCTU U IIEKTPOJIUTOB:

- adeksamuas pecudpamayusi — IPUEM BObI IOJKEH COOTBETCTBOBATh
IUype3y U KOPPUTHPYETCS MPU BO3PACTAHUU IKCTPAPEHAIBHBIX IOTEPh JKUJIKOCTH

- KOppeKyus Memadoauiecko2o ayuoo3a, cunoHampuemuy — OukapooHaT
HaTpus (pacTBOp

4%:

1 ms1 — 0,5 mmone) 10-15 mmonb/kr/cyT (B Tpu-uethipe npuema) (3C), 1ensb -
noJiIep>KaHue CTaHJAPTHOTO OMKapOOHAaTa CHIBOPOTKH Ha ypoBHE 21-24 MMOIb/1I

- KOppexyus cunokaiuemuy — npenaparsl kanaus 4-10 MMomw/Kr/cyT (B Tpu-
YeThIpe MpruemMa)

30)

- Koppekyus cunogochamemuu - ONTUMaIbHBIC 10361 (hocPaToB HE
oTpeieNieHbl, 00BIYHO PEKOMEHIYETCsI IIepopabHbIi prueM docdara B qo3e 30-40
MT/KT B JICHb 10 3JeMeHTapHoMy dochopy B 4-5 npuemor (3C). Bo3moxHO
MOBBIIICHUE 10361 (OChHATOB B MEPHOIBI HHTEHCUBHOTO pocTa (110 55-70 MI/KT B
JIeHb 110 AneMeHTapHoMYy ¢docdopy). Lleas — nocTmxenne ypoBHs

docdaros ceiBopoTKH 1,0-1,2 MMOIB/11. B HacTosIee Bpemst IPUMEHSIETCSI PacTBOP
Heoprandeckux (ocdaros? (ogHO3aMenieHHbIH Gocdar HATPHs 2-BOAHBINA — 5 T U
nByx3amenieHHbnd hocdart natpus 12-Boansiii — 10 T Ha 250 MIT BOIBI), KOHEUHBIH

pacTBop coaepkut 7,44 mr sneMmeHTapHoro ¢gocdopa B 1 mir.

- Hasnauenue 1,25(OH);D3 - 0,02-0,05 mxr/kr/cyT (20-50 Hr/kr/cyT) B
Heckoibko TipremMoB (3C), ¢ 1enbio MpopUIaKTHKH HePOKaIbIIMHO3A -
JTUHAMUYECKUN KOHTPOJb AKCKPEIIUH KAJIBIIHS C MOYOH, COJIEPIKAHMSI KaTbITHS,
docdopa, akTuBHOCTH TIeTOYHON (hocdaTassl B CHIBOpOTKE KpoBH, Y3U mouek. B
KaueCTBE aJIbTEPHATHBHI KATBIIUTPHUOIY MOXKET OBITh HCIIOTB30BaH adb(haKaIbIIUI0I.

[Tpu HegocTaTouHOU 3(PHEKTUBHOCTHU BBILLIETIEPEUNCICHHBIX JIEUEOHBIX
MEpPONPUATUH 110 TPEAOTBPAILICHUIO MOTEPh BOJbI, KaJusl, HATPUS - UHAOMETAI[UH
0,5-1,5 mr/kr/cyT (B ABa ipreMa), 0OBIYHO MPUMEHSETCS 10 2-TIETHETO BO3pacTa.



Crneunduueckas Tepanusd HeQponaTHUYECKOro LHMCTUHO3a IPOBOJUTCS
IIpenapaTom,

conepkamum nucrteamuna outaprpar (Cystagon) (3C).

Jleuenue HauMHaeTCs ¢ HU3KOM 10361 0,2 r/M%/CyT, IpH X0opouIeit
MEPEHOCUMOCTH CIIeAYyeT TOCTENEHHO YBEIMYMBATh 103y B TeUeHHE 4-6 HEIENb 10
ueneBoii 1,30 r/m? (114 manuentos 1o 12 net) u 2 r/cyT (s nanueHToB crapime 12
JeT, mpenapaTt HeoOX0AUMO MPUHUMATh Kaxbie 6 4acoB (3C). MakcumanbHas 103a
He JOoJKHA Tpesbimath 1,95 r/m?/cyT.

D¢} dexTrBHOCTD NEHCTBUS IUCTEAMUHA KOHTPOJIUPYIOT IO ONPEIEIECHUIO
KOHIEHTpALMK IMCTUHA B JieHKkouuTax (He 6osee 0,5 HMOJb HUCTUHA Ha
Muurpamm oenka) (1B).

Pannee HazHaueHME ITUCTEAMUHA CIIOCOOCTBYET 3aMEIJICHUIO TTIOUECUHBIX
GbyHKIHHI, TpeIoTBpaIlaeT SKCTPapEeHAIbHBIC MIOPAXKEHUS OPTAaHOB U YJIYYIIIA€T POCT
(3C). Jlns pacTBOpeHHUsT KPUCTAILJIOB IUCTHHA B POTOBHUIIC MPUMEHSIOT Karliy,
conepxkarue nucreamut (0,5% - He menee 4 pas/cyT) (He 3aperucTpUpPOBaHbI Ha
tepputopun Poccuiickoit deneparun). C 11e51bi0 BOCTIOIHEHUS TOTEPh KAPHUTHHA
npumensieTcs: L-kapHutuH B 103e 50 MI/Kr/cyT (B 4eThIpe nmpuemMa).

Koppexkiust 6e1KoBo-3HEPreTUUECKON HEJJOCTATOYHOCTH YacTO TpeOyeT
JOTIOTHUTENBHOTO SHTEPAIILHOTO MUTAHUS Yepe3 HA30TacTPaIbHbIN 30H UITU
racTpOCTOMY, KOTOPBIE TaK)K€ MOTYT OBITh MCIIOJIB30BaHBI /IJIs1 BBEICHHUS
JIEKapCTBEHHBIX MPENapaToB, B CIyyae 0TKa3a pedeHKa.

BeneHue nauneHTOB M PpeadMJINTAIIMOHHbIE MEPONIPUSTHSA

1. Kontpons KIIC, chIBOPOTOUHBIX YPOBHEHN KpEeaTUHUHA, Kalusl, HATPUS,
XJIOpHUIOB, Kanbius, hocdopa - 1 pa3 B 3 mecsma (mmocie moadopa onTUMaIbHBIX 103
OoukapOoHaTa HATpUs, Mpenapara Kanus, pocdara, KATbIUTPUOIIA UITU
anb(haKaabIIuI0IIa)

2. Pannonornveckuii KOHTPOJb paxuTa OMPEeNIeTC KIMHUIYECKUME U
OMOXMMUYECKUMHU KOHTPOJIbHBIMU TTOKA3aTEISIMH

3. Y3U movex A0KHO MPOBOIUTHCS HE MEHEE | pa3 B TOJ A1 HCKITFOUCHHUS
He(poKaIbIIMHO3A.

IIporuo3s



[Iporuo3 3aBUCUT OT NpUUUHBI, 00ycToBUBIIEH cuHIpoM Pankonu (1ne ToHu-
Jlebpe), TSKECTH MOUCUHBIX U DKCTpapeHaIbHbBIX MPOSBICHUN.

Nnuonatuueckuit cunapom @ankonu (ne Tonu-Iledpe) MOKeT NPUBOIUTH K
XPOHUYECKOM TOUEUYHON HEJIOCTATOYHOCTH B TIOJIPOCTKOBOM HIJIA B 3PEJIOM BO3pacTe.

Hedponatnueckuii 1MCTHHO3 BEIET K XPOHUUYECKOM MOYEYHOM
HEIOCTATOYHOCTH, HAPYUIEHUSM 3PEHUS, TUIIOTUPEO3Y, IPOTPECCUPYIOLTUM
HEBPOJIOTHYECKUM PAcCTPOUCTBAM, MUOIIAaTHH. PaHHee Ha3HaueHue creupuuecKom
TE€pANUU [IUCTUHO3a IMO3BOJISIET OTCPOUYUTh HACTYIUIEHUE XPOHUUECKOU ITOYECUHON
HEJIOCTATOYHOCTHU U YIYUYIIUTh (PU3NUECKOE PA3BUTHE.

PEHAJIBHAA ITTIOKO3YPHA

PenanbHas riioko3ypust — 3a00seBaHue, 00yCIOBICHHOE HAPYIIEHUEM TPAHCIIOPTa
TJIFOKO3bI B MPOKCUMAJIBHBIX KaHATbIAX MMOYEK, TP HOPMAIHHOM YPOBHE TJTFOKO3bI B
KPOBH.

ONMUIEeMHUO0JIOT U

[Toka3zaTenu pacopocTpaHeHHOCTH BapbupyroT ot 0,6% 10 6,3%, B 3aBUCUMOCTH OT
5 M M

JIMAarHOCTUYECKUX KPUTEPUEB, UCTIOJIH3YEMBIX JIJIs1 TOCTAHOBKHU JIUArHO3a CEMEMHOM

PEHAJIBHOW TIIIOKO3YPHHU.

THOoNATOreHes3

N AyTocoMHO-IoMUHaHTHOE HachenoBanue (tum A) (OMIM 233100) -
mytanus reaa SLCS5A2 HaTpuii-TroKo3HOTO KoTpaHncnoptepa-2 (SGLT2),
xpomocoma 16p11.2;

N AyTtocoMHO-pereccuBHoe HacnenoBanue (tun B) (OMIM 606824) -
mytanus rera SLCS5AL HaTpuii-Tiroko3Horo kotpancmoprepa-1 (SGLT1),
xpomocoma 22q12.3.

B dusmonornueckux yciaoBUsX TIOKO03a MOJHOCTHIO peabcopOupyercs B
MIPOKCHMAITBHBIX KaHaIbIax. PeabcopOmus 0CHOBHOM MacChl TITIOKO3bI IPOUCXOIUT B
S1u S, cermenTax nmpu



Y4aCTHUH MMOYEYHO-CIENU(PUYHOT0 HATPUK-TIIIOKO3HOIO TpaHCHopTepa-2
JIOMUHAIbHON MeMOpanbl. OcTaBIIasiCs 4acTh IIIOKO3bI yAaIseTcsa U3 GuibTpaTa B
S3 cerMeHTe MocpeACTBOM HATPUN-TIIIOKO3HOT'O TpaHCOpTEpa-1. DTOT TpaHCTIOPTED
TaK K€ NPUCYTCTBYET U B TOHKOM kuIke. Kak u npyrue MmeMOpaHHble TPAaHCTIOPTHBIE
CUCTEMBI, TPAHCIIOPTEPHI TIIFOKO3bI UMEIOT Mpeiesl HacklaeMocTu. [lpu cHnxenun
MOYEYHOr0 MOpOra JyIsl TIIOKO3bl, HECMOTPS Ha HOPMaJIbHBIA YPOBEHb caxapa B
KpPOBH, MOSBIISAETCS peHAJIbHAS TJIIOKO3YPHSL.

Kinunnuyeckasi kKapTuHa

MyTanuu B re’e, KOJUPYIOIIEM HaTPUI-TIIIOKO3HBIN TPAaHCIIOPTEP-2, MPUBOIST K
M30JIMPOBAaHHON peHaNIbHOM Ttoko3ypuu (Tun A) (OMIM 233100), noTepu IIrOKO3bI
C MOYOM BapbUPYIOT OT 2 T/cyT a0 30 r/cyT.

MyrTalnuu B reHe, KOJAUPYIoIeM HaTpU-TIFOKO3HBIN TpaHcmopTep-1,
CIIOCOOCTBYIOT Pa3BUTHIO CHHIPOMA TIIIOK030-TalakTo3HOM Manbadbcopouuu (OMIM
606824). 3a0oneBaHre XapaKTePU3yETCs PACCTPOMUCTBOM KHUIIIEYHOT'O TPAHCIIOPTA
TJIFOKO3bI M TAJIaKTO3bl B ACCOLMAIINHY C TITIOKO3YpHUEH,
HedpoKanbIIMHO30M/HePPOoIuTHA30M. OCHOBHBIM KIMHUYECKUM CUMIITOMOM
ABIIIETCS BOJISIHUCTAs TUapesi, COMPOBOXKIAIOIIAsACS OTCYTCTBMEM NMPUOABKHU B Bece,
IIPU3HAKaMU 00€3BOKMBAHUS.

JAunarnocTuka JluarHocTUYeCKUe KPUTEPUH
peHasibHoil riwko3ypuu (3C)

* YpOBEHb IJIIOKO3bI B KPOBH — B HOPME;
* DKCKpeIus III0KO3bl C MOYOH — MOBBIIIEHA (TIIOKO3Ypusl).

JAuddepenunanbHass IMATHOCTHKA

- Caxapubiii 1nadet; - CuHapom
®ankonu (ne Tonu-/ebpe);

- Memnutypun (ranakto3ypusi, GpyKTO3ypusi, JaKTO3ypHsl, IEHTO3YPHUS ).

BI/I3yaJII/I3aIII/IOHHaﬂ AHNArHOCTHKA



BusyanuzainmonHsie HccieIOBaHUST HE TpeOyloTCsS MpU H30JUPOBAHHOU
pEeHaIbHOU

rioko3ypuu (tun A). IloctaHoBKa 1MarHo3a riroK030-TajJakTO3HOU MajibabcopOIuu

(tun B) Tpebyet npoBenenus Y3U nouex, ¢ 1eIbI0 BhISIBICHUS HEGPOKATILIIMHO3A
3C)

KOHchII)TaHI/II/I clienuaJaucroB

[Ipu u301MpPOBAHHON peHaTBHON IITIOKO3ypuH (TUM A) KOHCYIbTAIlUU
CHEIUANIKNCTOB, KaK MpaBuiio, He TpeOytoTcs. [1o mokazaHusiM — KOHCYJIbTALIMS
TCHETHKA, AUETOJIO0Ta, YJHIOKPHUHOJIOTA.

CKpUHMHT

O o01muii aHaIM3 MOYH (TITFOK03a)
[ KHUIC (pH xposu, HCO3", BE)

U OMOXUMHUYECKOE HCCJIICA0BAHUC KPOBH: I'NTFOKO34, Kaﬂﬂﬁ, HanI/If/'I,
XJIopuabl, KpCaTUHHUH

[] V3U nouek, MOYEBOTO MY3BIPS.
Jleuenue

* M3onmupoBanHas peHajbHasl TIOKO3YpHs (TUIl A) - HET HEOOXOIUMOCTH B
CHEIUATBHOM JICUeHUH. B cilydae BhIpaXKE€HHOM IITIOKO3ypUU U BOZHUKHOBEHUHU
MPEXOIAIIECH TUITOTIMKEMHUH

HeoOxonmuma Ooraras yriaeBoJAaMHu JAWeTa [JIi  BOCIOJHEHUS TOTEPh
caxapa

cmouoii (30);

 Ilpu rar0K030-TaJIaKTO3HOM CHHJIpOME Malibabcopoimu (tun B) no
KU3HEHHBIM MTOKa3aHUAM MPUMEHSETCS AUETA, OJHOCThIO UCKIIIOYAIONIAs CMECH,

OBOIITH, GPYKTHI, MOJIOYHBIC U JPYTHE MPOAYKTHI, COICPKAIIHNE TITIOKO3Y U
rajgakTo3y.

BeneHne MNanueHToB N peaﬁn.ﬂl/ITaunonnme MEPONPUATHSA



HaGmronenre naieHToB ¢ U30JMPOBAHHONW pPEHAIBHOW IIIIOKO3ypUel He
TpeOyeTcsl.

IIporuo3s

[Iporuo3 6yaronpusTeH B ciiydae U30JIMPOBAHHON PEHATBHOM TIIIOKO3YPHHU.
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