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CrNM1COK COKpaLLLeHni

B/I3P — BuramuH-/I-3aBUCUMBIN PAXUT

BZ3P 1A, 1B— Buramun-/I-3aBrcuMbIii paxut 1A Tuma u 1B Trma
BZ3P 2A, 2B— Butramun-/[-3aBUcHMBIif paxuT 2A Tumna u 2B Tuma
BZIPP — Buramut-/I-pe3uCTEeHTHBIN PAXUT

ButamuHs /I, Butamun D — xonekanbundeposn

I'®® —runodocoaraszus

I'®P —runodocdatemuyeckuii paxur

ITTT' — mapaTtropmoH

CK® — ckopocTb Kiy60o4KoBOM GUIbTpaIu

P — rranenecnernudpuyeckas menounas pocdarasa

Ca—kasnbiui

CLCNS5 —reH x/10p-IpOBOZSIIIETO MOHHOTO KaHaa 5

CYP27B1 —ren lanbda-rugpokcunasa

DMP1 —reH fieHTHH MaTPUYHOTO MPOTENHA 1

ENPP1 —ren sxronykmeotuz/mupodocdaTassi- pochoanacrepassr 1
FAM20C—ren u3 ceMeiicTBa reHOB C COOTBETCTBYIOIIIEl MocIe0BaTebHOCThIO THMa 20C
FGF23 —ren ¢akropa pocra pubpobractos 23

PHEX — docdaT-perymupyromuii reH ¢ TOMOJIOTHEN K SHAOMENTHAAa3aM Ha X-XpoMocoMe
Pi, Ph— docdop Heopranngeckuii

VDR —penernrop Butamuna /j

SLC34A1 —ren HaTpuii pochOpHBIT KOTpaHCIOPTEPa 2a TUINA
SLC34A3 —ren Hatpuii pocdopHEIl KOTpaHCIOpTEpa 2¢ THIA

SD — cranzgapTHOE OTKJIOHEHHE

TRP —T1y6ynsapuas peabcopbius ¢pocdaTon

TmP/GFR —wmakcumym Ty6yssipHoit peabeopbimu docdaros k CKP
1,25(0H) 2D3 — 1,25-AUTUAPOKCUXOIEKATBIIN(EPOIT, KATBITUTPUOI

1 (OH)D3 — 1-OH-ruzpokcuxoneKkanbdepos, arbbaKaabIugo

CopneprkaHue

BBegenue

OmnpeneneHnue

®dopmel paxuTa

BurtamuH-/I-3aBUCUMEBIN paxuT
BuramuH-/I-3aBUCHUMEIN paxuT 1A THIa
BuramyH-/l-3aBUCHUMEIH paxuT 1B THna
BuramuH-/I-3aBUCHMBIH paxuT 2A THUNa
BuramuH-/I-3aBuCcHMMBIHM paxuT 2B Tuna
T'unodocharemudeckuii paxut (ButaMuH-/I-pe3UCTEHTHBINA PaXHUT)
T'unodocdaremuyeckuii paxut
[IpUHIUIIEL JIeYyeHUs IpU TUHodochaTeMUIECKOM PaxUTe

T'unodocdarazusa (FPD)

Knunanyeckue ciyyau

Knunuueckuil npumep 1. ledekt rena CYP27B1
Knunuueckuil npumep 2. Jlebekt rena PHEX

[Ipunoxenusa

Ipunoxncerue 1.
O1leHKa CTeleH! THXEeCTU paxuTa

Ilpunoxncerue 2.
OteHKa UHAEKCOB peabcopbimu pocdopa
O1eHKa 9KCKPEUH KalbIUA

JuddepeHnnanbHO-IMarHOCTUYIECKY e IPU3HAKY HACIEACTBEHHBIX GOPM paxuTa




BBeneHue

HacnezncTBeHHBIE GOPMEI paxUTa OCTAIOTCA aKTYaIbHON MEJIUKOCOIINAIbHOM
nmpobeMoii, TpebyIollei MOCTOSHHOTO 0OHOBIEHU 3HAHUM, KaK SHAOKPUHO-
JIOTOB, TaK U [1eANaTPOB, HePOIOTOB, XUPYProOB-OPTOIE/OB, TEHETUKOB U JID.
D10 06yCIOBIEHO TEM, YTO KJIMHUYECKasa KapTUHA PaXUTa UMeeT 3HaUYNUTeb-
HYIO TeTE€POTeHHOCTh U MOXET IIPOABJATHCA, IOMMMO BEIpaKeHHBIX Aedopma-
LU CKeJleTa, 3a1ePyKKOM QU3NIECKOTO Pa3BUTHUS, TUIIOTOHUEHN, HapyIIEeHUEM
aKTa ABIXaHUA, CyZOPOKHBIM CHHAPOMOM, YaCTBIMU IIepeloMaMu, PAaHHUM
BhINTaZleHeM 3y0O0B, ajnonenuei u p. B HEKOTOPHIX cIydasx HeCBOeBPeMeH-
HOCTb JJUarHOCTUKH, & COOTBETCTBEHHO, OTCYTCTBHE aZleKBaTHOMH Tepaluy,
o0ycaBIMBaeT IPOrpeccuio 3a60IeBaHNA C BLICOKUM PUCKOM Pa3BUTHA TXKe-
JIBIX MTHBAJIUAN3UPYIOUINX OCIOKHEHUH M BO3MOXXHBIM JIETAIbHBIM UCXOZ0M

B PaHHEM JeTCKOM BO3pacTe.

Onpepenexnuve

PaxuT—3TO CHHZPOM, XapakKTepusyomuiica gedpopManuaMy ckeleTa BIe-
CTBUE HapylleHNUsA MUHEPAIN3aluy XPSIMEeBOM TKAHN POCTOBBIX IJIACTHHOK
TpyOuaThIxX KocTeil. Kak mpaBuio, pasBuUTHE MTOJO0OHBIX M3MEHEHUI KOCTHOM
TKaHU HaOII0aeTcs B IEPHO/, aKTUBHOI'O POCTA YeI0BeKa, O4HAKO HapyIIeHNA
MUHEepaIU3aly MOTYT ObITh 3apUKCUPOBAHEI U Y B3POCJIBIX, YTO 0603HAYAETCS
TEPMHUHOM OCTEOMAaJIALIVIA.

Hekotopble GopMbI paxuTa UMEIOT HacIeACTBEHHYIO IPHPOAY. K HUM OTHOCATCA:

1. BuramuH-D-3aBUCUMBIN PaXUT:

Burtamun-D-3aBucumerii paxut I Tuna (B/I3P I Tuma)
Buramun-D-3aBucumebrii paxut II Tuna (B/ZI3P 11 Tuna)

2. ButamuH-D-pe3ucTeHTHBI runodocdaTemudeckuii paxut (I'OP)
3. F'unodocdarasus (T'ODP)




dopmbl paxuTa

ButamuH-[-3aBUCUMBbIV PaxuT
MmMnodochareMnyeckm paxut
'mnodocdatasus (IF'P)




ButamuH-[1-3aBUCUMbIN PaxuT
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7 deaudpoxonecmepuH

|

Butamuu D
(nuwa, sumamuHHble npenapamaot)

Tleuennb

|

P450c25
(25-2udpoxcunasa)

|

TTIPOTOPMOH 25(OH)D —— CYP24A1 — 24,25(OH)2D3
l (24-2udpoxcunasa)

(npenapamst)

J /
IleueHb
! /

(1a-2udpokcunasa) PAS0c25

(25-2udpoxcunasa)

«

la, 25 (OH),D
KAbyumpuosn

T'OPMOH

J CYP24A1
(24-2udpoxcunasza)
Kierku-muimenu ¢ VDR \
J Kanpuurpoesas
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Buonoruueckuii apdext

Kumreunuk: | abcop6yus Ca, P

Touku: 1 peabcop6uyus Ca, P
+ cexpeyus ITTT

Butamun-[I-3aBrucumblii paxut 1A Tuna (BA3P 1A)

A.HbTepHaTI/IBHLIe Ha3BaHUA

BuramuH-D-3aBucuMmeIit paxuT 1A tuna (B3P
1A); VsonupoBaHHbIH lanbda-25-rTuzpokcu
BUTaMUH J[-1epUIUTHBIN paxuT; Jedpuiur
lanbda-ruipoOKCHIa3kl 25-THAPOKCHXONIEKab-
nudeposna; Jebunut 1ambda-rupoKcrIasst
ButamuHa J[; [IceBno-BUTaMUH-D-Ze GUIUTHBIH
paxur (ITBZIPP1A).

AHII0A3BIYHBIE HA3BAHUA

Vitamin D-dependent rickets type 1A (VDDR-
IA), 1-alfa, 25-hydroxy D3 deficiency, selective;
25-hydroxycholecalciferol-1 hydroxylase
deficiency; 1-alfa-hydroxylase deficiency;
Vitamin-D-dependency, type 1 (VDD 1); Psevdo-
vitamin-D-deficiency rickets, type IA (PDDR1A).

MIM

264700

Tenetuka

MyTauusa resa CYP27B1

T'en

KapTHpoBaH Ha 12q14.1; OMIM: 609506

Asbdakampuugon

Howmep no knaccudukaiuu Orphanet

120994

Tun HaciezoBaHUA

AyTOCOMHO-perecCUBHBIN

DIUAEMUOJIOTHS

OTHOCHUTCSA K PEAKUM Hac/IeCTBEHHBIM 3a60-
sneBaHuAM. K HacTosIeMy BpeMeHH! TOYHBIX
JIAaHHBIX O YacToTe 3ab01eBaHus HeT. V13BecTHO,
yTo MyTanus 958delG rena CYP27B1 cpeau
bpaHKo-KaHa/ICKOr0 HaceeHHA IPOBUHINI
Carene perrioHa KBe6eka orjeHrBaeTcs Kak 1
Ha 2358 poauBImIUXCA, HOCUTEILCTBO 1 Ha 26
HOBOPOX/IEHHBIX.

IlaTorenes

Jedbunut lansda-ruzpokcunasa (P450cla)

B IIOYEYHBIX KaHAIbIIAX B Pe3y/IbTaTe MyTallui
reHa CYP27B1 BezieT k HapyLIeHUIO TUZPOK-
cwiupoBanua 25(0H) —BuramuHa D, Takum
06pa3oM, HapyuIaeTcs CHHTE3 6HOIOTMIeCKU
aKTUBHOM (HOpMBI BUTaMHUHA D, KaIbIIUTPHOIA
(1,25(0OH),D). HeziocTaTOYHOCTD KaIbIUTPHO-
JIa B OpraHu3Me SBJIAETCA IPUYNHOMN CHIKEHUS
BCachIBaHUSA KanbluA U Gpochopa B KUIIEYHUKE
¥ peabcopOLUY KabLys B MoYKax. CHIDKeHHe
KaJIbIIUA B KPOBU IIPUBOAUT K HAPYIIEHUIO
MBIIIEYHOTO COKPALIEHHUS U MUHEPATU3 AU
KOCTeH U 3y60B.




Kinanueckue posABieHNUA

1. PaxuTtudeckue fedopMaliiu cKeieTa pas-
JINYHOM CTeNeH! BhIpaKeHHOCTHU (pa3BepHyTasa
HIDKHSSA anlepTypa IPyAHOM KIETKH, paXUTHIe-
CKU€ yTOJIIeHNs B 061aCTH XPSIIEBOM U KOCT-
HOI yacTeit pebep 110 TUITY «4eTOK», B 061aCTH
JIy4e3amsCTHBIX CYCTAaBOB II0 THUITY «6pacieToK,
runepTpodus JOGHHIX 1 TEMEHHBIX OYTPOB;
0O-o6pasHsbie gedhOpMaIUH HOT).

2. BelpaskeHHasA 'MIIOTOHUA MBI (0 IOTHOHN
[OTEPH NPUOOPETEHHBIX HABBIKOB: peOEHOK
IIepecTaerT I10J13aTh, XOAUTb, CAZAUTHCA, IepKaTh
TOJIOBY).

3. CyAOpOXHEIN CUHPOM (TOHUYECKUE
[IO/IePIUBAHUS MBI KOHEUHOCTEM, JJAPUHTO-
crasm, 6POHX000CTPYKIINS, ST TUIECKUE
MTapOKCU3MBI).

4. IlepeoOMBI TPyGUaATHIX KOCTEH.
5.0TcraBaHue B GU3NIECKOM PA3BUTHH,
KOTOpOe HanboJiee BEIPAJKEHO CO BTOPOTO
[IOJTYyTOAUA.

6. Tlo3zaHee pope3biBaHME 3y60B WK UX paHee
BBITIAZIEHUE.

JleueHue

HazHnavyeHrie aKTHBHBIX METa00IUTOB BUTAMU-
Ha D (anmpdakanpunzgona (1o(OH)D) wiu kanb-
nurpuona (1,25(0H),D)), a Tarke BO3MOXHO
Ha3HaveHUe Ipenaparos Kanbnusd. Ha dpone
MPOBOAMMOTO JIeYeHHUs U TI0460pa aleBaTHBIX
/103 TIpeIapaToB KINHUYeCKUe IIPU3HAKH 3260~
JIeBaHUs TIOJTHOCTBIO PEAYLUPYIOTCS, B KDOBU
OTMedYaeTcsi HoOpMasM3alus oKasareyiei
dbochopHO-KaIbIHeBOro 06MeHa.

Ba)XHO 3HATh, YTO IIPU JAaHHOM popMe paxuTa
BO3MOJKHO HACTyIUIEHUE CTIOHTaHHOM peMHUcC-
cuu 3a60s1eBaHus, Ha GOHE KOTOPO Tepanus
MOJKET OBITh IIOJTHOCTHIO OTMEHEHA.

KpuTepuu koMIeHcanyuu

Hopmanusanus ypoBHs Kanbius, docdopa,
1esI09HOM docdaTassl ¥ MapaTTOPMOHA B ChI-
BOPOTKE KPOBH, 4 TAK)KE PETPeCC NPOSABIeHUN
paxuTa, Ky[pOBaHUE CYAOPOT U yIydlIeHHe
JVHAMUKY POCTa.

[Iporunos

BiaronpuATHBIN

JlnarHocTuka

B xposu:

— HU3KHUU yPOBEHb KaJIbITUA,

— HU3KUH ypoBeHb docdopa,

— pe3Koe IOBbILIeHHe akTuBHOCTH 1D,

— BbICOKMH ypoBeHs ITTT,

— Hu3KasA KoHleHTpanua 1,25(0H),D, npu
HOPMaJIbHOM HJIM TIOBBIIIEHHOM YPOBHE
25(0H)D.

PenmeeHon02uUecKast KAPMUHA: paspsuKeHUe
CTPYKTYPHI MeTahU30B KOCTE BEPXHUX WIN
HIKHUX KOHEYHOCTEM, IPU 5TOM OHH UMEIOT
6OKaIOBUAHYIO GOPMY, ITPU TSHKETOM TeYe-
HUN 3a60JIEBaHPIPI- «A3bEeAEHHOCTb>» KOH'I'yPOB
MeTadHr30B.

TsDKeCTh pPaxyTa OLEHUBAETCS [0 MHAEKCY
RSS (Rickets Severity Scale, Thacher T., 2000)
(IIpunoscernue 1).

MonexynspHo-zeHemuueckas OUAZHOCMUKA:
nouck Mytauuii resa CYP27B1.

ButamuH-[I-3aBucumblin paxut 1B tuna (BA3P 1B)

AJIbTepHaTI/IBHLIe Ha3BaHUA

BuramuH-D-3aBrucuMbi paxuT 1B Tuna (B3P
1B); M30mMpoBaHHBIN 25-THAPOKCH BUTAMUH /[]
gedunuTHeI paxur; [IcepnoButamuH D-nedu-
LIUTHBIN PaXUT B pe3y/IbTaTe HEACTATOYHOCTH
25-ruzpokcwnassl (IIBAJIP 1B).

AHTIIOA3BIYHBIE HA3BAHUS

Vitamin D-dependent rickets type 1B (VDDR-
IB), 25-hydroxyvitamin D3 deficiency, selective;
Psevdovitamin D3 deficiency rickets due to
25-hydroxylase deficiency.

MIM

600081

Tenetuka

Mytanus reHa CYP2R1

T'en

Kaptuposan Ha 11p15.2; OMIM: 608713

Howmep no kinaccudukarnuu Orphanet

289157

Tun HaciezoBaHUA

AyTOCOMHO-pelieCCUBHBIN

JuddepeHnnyanpHas JMarHoCTUKA

[TpoBoAUTCA C BUTAMUH-/[-3aBUCHMBIM PAXUTOM
1B u 2A Tuma.

DINEeMUOJIOTUS

OTHOCHUTCA K KpaiHe peIKUM Hac/IeCTBEHHbIM
dopmam paxuTa. TOYHBIX JaHHBIX O YACTOTE
3a60/1eBaHUA HET. B MUpe onrcaH eJMHIYHbIN
CIIy4yail ¢ reHeTHYeCKU NTOATBEP)KIeHHBIM
JVarHo30M.




[TaTorenes

Jedurut 25-rugpokcmnasa (P450c25) B TkaHU
IIeYeH! B pe3y/braTe MyTauuii reHa CYP2R1
BeZIeT K HapyIIEeHUIO THAPOKCHINPOBaHUA
xosekanbuudepona B C-25 MOT0KEHUH, TAKUM
06pa3oM, HapyIaeTcs CUHTE3 IPOMEXKYTOYHOM
$OpMBI: KalbIHK0Ia— BUTAMUHA — OPMOHA
D(25(0OH)D). [Ipeanonaraercsi, YT0 HeJOCTA-
TOYHOCTb KaJIbI[A1OJa B OpraHU3Me ABIAETCA
NIPUYMHON CHI)KEHUA BCACBIBAHMA KaIbIIHA

u pocdopa B KUIIEIHHUKE U peabcopOIIny Kaib-
1A B noykax. CHwkenue Ca u Ph B kpoBu npu-
BOZUT K HapyIIEHUIO MBIIIEYHOI'O COKPAIeHUA
Y MUHepaIu3aluy KOCTel CKeleTa v 3y00oB.

KpuTepun KoMIeHcayuu

Hopmanuzanys ypoBH: Kanbiys, docdopa,
1Ie/I0YHOH pocdaTashl U TapaTTOPMOHA B ChI-
BOPOTKE KPOBH, a TAK)KE PETPECC IIPOSIBIEHUN
paxuTa, KyIMpoBaHUe CyZOpOr U yIydlleHHe
JAVHAMUKH POCTa.

IIpornos

BraronpusTHBIN

ButamuH-[1-3aBrcuMbIn paxut 2A Tvna (BO3P 2A)

KimHu4deckue NposABIeHUA

[1pu faHHOM PpopMe paxyTa aHAJIOTUYHEI TEM,
KOTOpBIe HabmogatoTest ipu B3P 1A tuma.

AJII:TepHaTI/IBHLIe Ha3BaHUA

BuramuH-D-3aBucuMBIi paxuT 2A tuna (B3P
2A) ¢ wiu 6e3 anonemnyn; Hacie cTBeHHBIN
BUTaMWH-/[-pe3ucTeHTHBIN paxuT (HB/IPP);
TeHepasn30BaHHAA PE3UCTEHTHOCTD

k 1,25(0OH) Butamuny /I; [IceBZoBUTaMUH
D-gedunutHbii paxut, Tun 2A (TP 2A);
T'UMoKaIbIIEMUYECKUN BUTAMHUH-/l-pe3UCTEeHT-
HbIH paxuT; CUHAPOM paxUT-aJONens.

JlvarHocTuka

B kposu:

— CHIDKEHHE YPOBHA KaJIbIIV,

— CHIXeHHe ypoBHA dpocdopa,

— [OBHIIIEHUe aKTUBHOCTH 11D,

— BbICOKUM ypoBeHb ITTT,

— HM3Kast KOHIEHTpauus B kKposu 25(0OH)D,.
ITo UMeIoIUMCA JaHHBIM, CTelleHb TUIIOKalb-
IueMuu ¥ runodpocdaremun npu B/I3P 1B
MeHee BhIpakeHbl, yeM 1pu B/I3P 1A.

Pernmeenonozuueckas KApmuHa: Ipy JaHHOK
¢dopMe paxuTa aHaJIOTUYHA TOH, YTO UMEETCsT
npu B/I3P 1A.

MonexynapHo-zeHemuueckas OUAZHOCMUKA:
mouick Mytauuii reHa CYP2R1. IIpu oTcyTcTBUM
ZedeKTOB B JAHHOM I'eHe, BO3MOKEH ITOUCK My-
Tanui B reHax CYP27A1, CYP2D25, CYP2C11,
CYP3A4, CYP2D25 u CYP2J.

AHIIOA3BIYHBIE HA3BAHUA

Vitamin D-dependent rickets type 2A
(VDDR2A) with or without alopecia;
HEREDITARY VITAMIN D-RESISTANT
(HVDRR); GENERALIZED RESISTANCE TO
1,25-DIHYDROXYVITAMIN D; Psevdovitamin
D-deficiency rickets, type IIA (PDDR IIA);
HYPOCALCEMIC VITAMIN D-RESISTANT
RICKETS (HVDRR); RICKETS-ALOPECIA
SYNDROME.

277440

T'enetuka

Mytauusa rera VDR

KapTtuposan Ha 12q13.11; OMIM: 601769

JleueHue

HasnaueHue ¢papMaKoIOTrHYECKUX 103 BUTAMU-
Ha D2 u D3.

Howmep no kinaccudukanuu Orphanet

Tumn HaciegoBaHUA

AyTOCOMHO-pelIeCCHBHBIN




DIUAEMUOJIOTHS

OTHOCHTCSA K PeAKUM HacJeCTBEHHBIM $op-
MaM paxura. TOYHBIX JaHHBIX O YacToTe 3aboJe-
BaHUA HeT. B Mupe onucano 6osee 100 ciydaeB
C TeHeTUYeCKY ITOATBEP)KJEeHHBIM AUarHO30M.

MonexynsapHo-zeHemuueckas OUdzHOCMuKa:
nouck myTanuii rena CYP2R1. I1pu oTcyTcTBUM
ZedbeKToB B JAHHOM I'eHe, BOSMOKEH IOUCK MYy-
Tanuii B renax CYP27A1, CYP2D25, CYP2C11,
CYP3A4, CYP2D25 u CYP2J.

[TaTorenes

Buonornyeckoe geticteue 1,25(0H),D,
OIIOCPEZIOBAHO Yepe3 PelleNTOPbl BUTaMUHA D
(VDR). B pesynbraTe MyTanuii rena VDR 4yB-
CTBUTEJbHOCTh TKAHEH-MHUIIEHEHN K JeHCTBUIO
BUTaMUHa D CHM)KaeTCsA WM MOJTHOCTHIO OT-
CYTCTBYET, YTO B CBOIO OYepeZib IIPUBOAUT K He-
BO3MOXXHOCTHU abcopbumu Kanpuusa u pocdopa
B KUIIIEYHUKeE, a TAK)Ke peabcopOIy KalbIus
B IMOYKax. TaKUM 006pa3oM, Pe3UCTEHTHOCTD

K 1,25(0H),D npuBOAWT K TUMOKA/IbIIEMHH,
KOTOpast ABJIAETCS BeAyleil IPUINHOMN pa3BU-
Tud paxura. [Ipu gedekrax B JIHK-cBsI3aHHOM
AoMeHe VDR y nanueHTOB UMeeTCs coueTaHue
paxuTa U aJoNenyH.

JubdepeHnnmanbHas JUaTHOCTUKA

[IpoBoauTcA ¢ BUTAaMUH-/I-3aBUCUMBIM PaXUTOM
1A u 1B Tuna.

Kiinnuyeckye nposaBieHNA

1. BeipaskenHas guddy3Hasi TUITOTOHYS MBIIIIL]
2. HapymeHue AbIXxaHuUA.

3. CyAOpPOXXHBIN CHHZAPOM (CYZOPOTH CKEIETHBIX
MBIIIIT; GPOHXOCIHA3M).

4. Paxutndeckue fiepopMaIivy cKesleTa pasaiud-
HOM CTelleH! BHIpa)KEHHOCTH.

5. TlepesioMBbI TPyOYaThIX KOCTEH.

6. 3HaYNUTETbHOE OTCTABaHKE B GH3UIECKOM
pa3BuTHH, HauboJsiee BEIPAYKEHHOE CO BTOPOT'O
HIOJTyTOAUSA XKU3HHU.

7. BoamoskHO, anormnelus (oyaroBas Win
TOTaJbHas).

JleueHue

HasHaueHue r'uipOKCUINPOBAHHEIX GOpPM
BuTamuHa D (anbdakaabuuon U KaJablu-
TPHUOJ) B COYETAaHUU WK 6e3 ¢ mpernapaTaMu
Kanbuud. J103bl THAPOKCHINPOBaHHBIX GOpM
BUTaMHUHa D MOTyT OGbITh OY€Hb BEICOKUMU 10
7-10 MKT/CyTKH.

IIpy HEBO3MOKHOCTH HOpMaIU3aliii YPOBHA
KaJIbLIMA IIOKAa3aHO Ha3HauYeHUe HEeNIPEPBIBHON
BHYTPUBEHHOM MH}Y3MU [IIOKOHATA KaJbI¥,
J71A KyIIIPOBaHUA CyZ0pOr — BBeJieHNe XJIOpU-
CTOT'0 KaJIbIUA.

/1 HenpephIBHOM BBeZleH!A pacTBOPa KajlbLiKA
HCTIOJB3YIOTCS UHOY3HUOHHbIE TOPT-CUCTEMBL.

Kpurepruu KoMIeHcaluu

Hopmanuzanus ypoBHs Kanbiys, docdopa,
mesio49Ho# docdarassl U IapaTTOPMOHA B ChI-
BOPOTKE KPOBH, a TAKIKE PErPece NPOSIBIeHU
paxura, Ky[IipoBaHUe CyA0pOr U yIydIleHHe
[MHAMUKY POCTA.

IIporuos

B GOJIBIIMHCTBE CIy4aeB IIPOrHO3 61aromnpu-
SITHBIN, B PEAKUX — He6IarompuATHBIH 110
TIPUYMHE PAa3BUTHSA CETICHCA IIPU JIUTENBEHON
KaTeTepU3aliy LIEHTPAIbHBIX BEH WIH TSDKe-
JIOM ZIbIXaTeIbHOW HEJOCTAaTOYHOCTH U 3aCTOM-
HOU MTHEBMOHUU.

JlvarHocTuka

B xposu:
B xpoBu:

— HU3KUH YPOBEHb KaIbLIUA,

— HUSKHH ypoBeHb pocdopa,

— noBbIIIeHKe akTuBHOCTH 1D,

— PEe3KO NOBHIIIEHHEIN ypoBeHb I1TT,
— BBICOKAasA KOHIIEHTPALXA B KDOBHU
1,25(0H),D..

Permeenonozuueckas KApmMuHa: Ipy AaHHOK
dbopme paxuTa aHaJIOTUYHA TOH, YTO UMEETCS
npu B/I3P 1A.

ButamuH-[l-3aBrucumbin paxut 2B Tuna (BA3P 2B)

AJIbTepHaTI/IBHbIe Ha3BaHUA

BuramuH-D-3aBrcuMebii paxut 25 Tuma (B3P 25)
C HOPMaJIbHBIM PELENTOpoM BUuTamMyHa D.

AHII0A3bIYHBIE HA3BAHUA

Vitamin D-dependent rickets type 2B (VDDR2B);
Vitamin D-dependent rickets type 2B with normal
vitamin D receptor.

600785




TeneTuka

HapyuieHnue TpaHCaKTHBALMK FeHOB-MHILIEHEH
[IPY HOPMaJIBHOM pelLienTope BUTaMuHa D.

Howmep 1o knaccudukaiuu Orphanet

Tun Hac/eg0BaHUA

AyTOCOMHO-peleCCHBHBIN

OlLeHKa TAKECTH PaXUTa IPOBOAUTCA 10 UH-
nekcy RSS (Rickets Severity Scale, Thacher T.,
2000) (ITpunoxcerue 1).
MonekynsapHo-zeHemuueckas OUA2HOCMUKA:
Nouck MyTanuii resa VDR, nIpu OTCyTCTBUU
gedekToB— poBeseHre UCCIeOBaHUI Ha
akcnpeccuio 6enka REBiP (hnRNPC1/C2).

DIUAEMUOJIOTHS

OTHOCHTCS K PESKUM HacIeCTBEeHHbIM 3a60J1e-
BaHUAM.

OIKcaHo ZiBa KIMHUYECKUX CIydas B MUPe
(Komymb6us).

JuddepeHnyanbaasn AuarHoCTUKa

IIpoBoauTCA ¢ BUTAMUH-/I-3aBUCHMBIM PaXUTOM
1A, 1B u 2A Tuma.

[TaTorenes

B HOpMe: GUOSIOTUYECKOE AeCTBHE
1,25(OH)2D3 OIOCpeZI0OBAaHO Yepe3 pelenTOPh
sutamuHa D (VDR). [Ipu B3auMogelicTBUN
VDR 1,25(0H),D, 3amyckaeTcsi TpaHCKPUTIIHUS
reHOB-MUIIEHEH, KOTOPbIE SKCIIPECCUPOBAHEI
B TKAHSIX OpPraHU3Ma, 3a CYET YET0 U OCYIIECT-
BJISIETCS B TOM YHCJIE PEry/IALUsa abcopbuun
KaJbI[Us B KUIIEYHVKe. B Kacka/ie JaHHbIX
Ppeakuuii IpUHUMAIOT YYacTHe PEry/IsITOPHbIE
6eJIKH, KOTOpbIe MOTYT ITOAABIATh TPAHCAKTH-
Bal[HIO T'€HOB-MUILIeHeH, GJIOKUPYs OTBET Ha
aerictue 1,25(0H),D,.

IIpu namosnozuu: SKCIpeCccusi FeHOB pery-
JIITOPHBIX OEKOB MOXKET OBITh IIOBHILIEHA,

3a cueT 4ero GopMHUpyeTcs pe3UCTEHTHOCTh

k 1,25(0H),D, 6e3 HapymieHus cTPYKTyphl VDR,
Kak B ciaydae B/I3P-2A tuna.

JleueHue

HasHaueHre THAPOKCUINPOBAaHHbIX GOPM BH-
tamuHa D (anbdaxanbuyio U KaabIUTPHOI)
B COYETaHNY MW 0€3 C IIperapaTaMy KajbIiys
u dpocdopa.

KinHnyeckre NposABIeHNU

Kiaudeckue MposABIeHNsA PaXUTa MeHee BbIpa-
JKeHbI, yeM nipu B/I3P-2A Tuma:

1. lebopmanuu ckesera.

2. MplnieyHas r'UrnoTOHUsA.

3. Bo3M0XKHO, ajtorneryis (04aroBast WK TOTaIbHAs).

JluarHocTuka

B xposu:

—ypoBeHb Ca OT HOPMaJIbHOT'O 10 HU3KOTO;
— MOBBIIIIEHUE aKTUBHOCTH [1[D;
—noBsliieHye ypoBHsA [1TT;

— BbICOKasA KoHIeHTpanusa 1,25(0H),D,.

Penmeeronozuueckas kapmuHa: paspsoxe-
HHe€ CTPYKTYPHI MeTapr30B KOCTeH BEPXHUX
WIM HIDKHUX KOHEYHOCTel, 60KaIoOBUHBIE
BZIaBJIEHU, IIPU TDKEJIOM TedeHHU 3a601eBa-
HUY— «13beIeHHOCTb» KOHTYPOB MeTadr30B
Y MBIIEIKOB, pa3lINpeHHe 30HbI MEX/Y JIH-
dusoM 1 MeTadu30M TPy6UATHIX KOCTEH.




'MnogpochareMmn4ecKnm paxuT

(ButamMunH-[1- pe€3UCTEHTHbIN PaxuT)

O6meH docdopa B opraHnu3me

M'MnodochateMnyecKknin paxurt

Hopma

nuwa pesopbuusa
l CUHTE3 u
aﬁcopﬁuuﬂ
docdop
KPOBU
3KCerLlVI$I <'\

l peabcopbums
85-95%

<

l 3KCKpeuums

dochop moumn
13 Mr/Kr/CyTKku
19-25 mmonb/n

TRP 85-95%

lonomka reHa (6osee 10), yawe reHa PHEX

pesopbuusa

J cunres u

abcopbumns

SKCKpeuna

peabcopbums
meHee 85%

=

1]

runepdocodatypus

4

paxuT

M'MnodochaTteMmMyecKUmn paxut

AJII)TepHaTI/IBHbIe Ha3BaHUA

Tumn Haciezo0BaHUA

X-CleIUIeHHBIN IOMUHAHTHBIN runodocdare-
Muyeckuil paxut (ren PHEX);

X-CIeIUIeHHBIN pellecCUBHBIN runodocdare-
MUYECKHUI PaXUT WIH X-CIeIUIEHHbIN THITEp-
KaJIbL[ypUIeCcKuii HehpOIUTHA3 WIN CHHAPOM
Jenra 1 (rer CLCN5);
AyTOCOMHO-JOMHUHAHTHBIH TunopochaTeMuye-
ckuii paxut (reH FGF23);
AyTOCOMHO-peleCCUBHBIH runodpochaTeMu-
yeckui paxut 1u 2 tuna (rer DMP1, ENPP1,
FAM20C);

T'unodocdareMudecKuil paxuT ¢ TUIEPKAIbIIN-
ypueti (reH SLC34A3);
T'unodocdaTeMudeckuii paxyut U TUIIEPIIAPATH-
peo3 (ren KL);

TunodocdaTeMudecKuii paxur ¢ HehporuTHA-
3oM/ocTeonopo3oM (renst SLC34A1, SLC9A3R1);
CungpowMm Peiina (rer FAM20C).

AHII0A3BIYHBIE HA3BAHUA

Hypophosphatemic rickets;

Vitamin D-Resistant Rickets (VDRR); X-Linked
Hypophosphatemic rickets (XLHR), OMIM: 307800;
X-linked recessive hypophosphatemic rickets (XLR)
or X-linked hypercalciuric nephrolithiasis or Dent
disease 1, OMIM: 300554;

Autosomal dominant hypophosphatemic rickets
(ADHR), OMIM: 193100;

Autosomal recessive hypophosphatemic rickets-1
(ARHR1), OMIM: 241520;

Autosomal recessive hypophosphatemic rickets-2
(ARHR2), OMIM: 613312; Hypophosphatemic
rickets with hypercalciuria (HHRH), OMIM: 241530;
Hypophosphatemic rickets and
hyperparathyroidism, OMIM: %146350;
Hypophosphatemic nephrolithiasis/osteoporosis-1,2
(NPHLOP1), OMIM: 612286 1 OMIM: 612287,
Raine syndrome, OMIM: 259775.

T'enetuka

Mymayuu pasaudtbLx 2eH08:

PHEX (OMIM: 300550), Xp22.11

CLCNS5 (OMIM: 30008), Xp.11.23-p11.22
FGF23 (OMIM: 605380), 12p13.3

DMP1 (OMIM: 600980), 4q22.1

ENPP1 (OMIM: 173335), 6q23.2

FAM20C (OMIM: 611061), 7p22.3
SLC34A3 (Npt2c) (OMIM: 609826), 9q34.3
Klotho ( KL) (OMIM: 612089), 13q13.1
SLC34A1 (Npt2) (OMIM: 182309), 5935.3
SLC9A3R1 (OMIM: 604990), 17g25.1




Homep no knaccudukanuu Orphanet

X-cleIJIEHHBIN JOMUHAHTHBIN ['OP —124239;
X-cleIuieHHbIN penieccuBHBIN 'OP—1652;
AyTocomHO- foMuHaHTHBIN [OP—89937;
AyTtocomHo-penieccrBHbIH ['OP 1 Thna v 2 Tuma—
289176;

T'®P c HedpoIUTHA30M/0CTEOTIOPO30M 1 THITa—
244305;

CunzipoM Peiitna — 1832.

DIUAEMUOJIOTHS

OTHOCATCA K PeAKUM Hac/IeZICTBEHHBIM 3a00J1e-
BaHUAM. X-CLIEIUIEHHBIN JOMUHAHTHBIN TUIIO-
docdaremuueckuii paxur (reH PHEX) Berpe-
yaetcs ¢ yactoroi 1:20 000 HOBOPOXXKJEHHBIX.
YacroTa ocTaJbHbIX (pOpM HeU3BeCTHA.

[TaTorenes

MyTanyy B reHax IPUBOJAAT K HAPYILIEHUIO
peabeopbuus pocdopa (T.e. 06paTHOTO Beackl-
BaHuA pocdopa 13 NeEPBUIHOM MOYU B KPOBB)

B IPOKCHUMAJIbHBIX IIOYEYHBIX KaHAIBLAX, YTO
BeZIET K 1toTepe dpocdopa 13 opraHuMa.
Hepocrarok ¢pocdopa ABIseTcs MpUIHHOM Hapy-
IIeHNs] MUHepaJIM3alliy KOCTel cKeJleTa U 3y00B,
CHIDKeHMA obecriedeHns MpIn AT®, 4To B COBO-
KYITHOCTH CIIOCOOCTBYET PasBUTHIO PAXUTA.

[1pu faHHOM 3a60JIeBAaHUN MOXKET CHIKAThCS
aKTUBHOCTH lambda-rugpokcmnasza (CYP27b1)
B [I0YKaX, I03TOMY HapyuiaeTcs o6pa3oBaHue
13 HeaKTUBHOU GopMbI BuTamuHa /| (T.e. xose-
Kasbludeposa) Toi GOpMbI, KOTOPas ABIAETCA
6MOIOrMYIeCKH aKTUBHOM, T.€. KaJIbIIUTPHOIA
(1,25(0OH),D), B cBA3M ¢ YeM Ha3HAYEHHUE TIPe-
[1apaToB HAaTUBHOT'O BUTAMHHA J] (XOIeKaIbLy-
depor, prIOuii JKUp, aKBaZETPUM, BUTAHTOJ)
siBysieTcs ManodpHEKTUBHBIM.

I[1pu HEKOTOPBIX GOpMax HapAAy C moTepei
docdopa HapymaeTca peryranua CUHTe3a
naparropmona u 1,25(0H),D,, 4To mpusoauT

K Pa3BUTHIO TUIIEPNIapaTUPE03a, FUIePKaIbIIU-
ypuu ¢ popMrpoBaHueM HeGpOKAIBIIHO3A.

Kinanyeckue nposasieHUd

1. Paxutuyeckue AebopMaiiy TpyAHON KIeT-
KU, runepTpodus J06HBIX 6YTPOB Ha ITEPBOM
ToZly )KU3HU.

2. Iporpeccupytomue gedopMaIuy HOT € MO-
MeHTa Hayasia XoAb0kl; «IIepeBaINBAIOLIAACH»
WIN «yTAHAaA» IOXOAKa.

3. Mbllle4yHas rUIOTOHUA.

4. 3aziep;KKa pocTa.

5. /IMCcponopUHXOHANBHOE TEIOCIOXKEHHE 3a
CYeT YKOPOUeHH: HIKHEro cerMeHTa.

6. Bonb B KOCTAX.

7. Ilo3zHee pope3biBaHyeE 3y60B MU paHee BbI-
TlaZieHye 10 IpUYKHe Kapueca U IPUKOPHEBBIX
abcreccos.

Bo e3pocsiom gospacme:

— BBIp&KEHHBII 60JIEBOI1 CUHZAPOM B 061aCTH
Ta306e[pEHHBIX, KOJIEHHBIX ¥ TOJIEHOCTOIIHBIX
CyCTaBOB U UX TYTOIIOABMIKHOCTD (apTpo3);

— He(POKAIBIMHO3;

— KaIbIUpUKAIHS CBI30K;

— MaJIOTpaBMaTUYeCKHe TIePEIOMbI KOCTEMN
HOT, PyK Ha $pOHe 0CTeonopo3a;

— BO3MOYKHO TIOJIHOE OTCYTCTBHE COOCTBEHHBIX
3y0OOB M3-3a a0CIEeCCOB;

— CHWJKEHHMeE C/IyXa [0 IPUYKHE KaablupuKa-
LIUU CBA30K B CPEAHEM YXE€;

— rOJIOBOKPYKEHUE, TIOTePst CO3HAHUSA U3-3a
CTeHO3a TI03BOHOYHOTO KaHaIa ¥ KOMIIPECCHH
COCYZIOB ¥ HEPBOB IIPU KaIbIIMUKAIMY CBA30K
MMO3BOHOYHHUKA.

DeHOTUITNYECKHE 0COBEHHOCTH

Tpu aymocomHo-peyeccusHoli popme I'DP & co-
cmasge cundpoma Petina (mymayus zena FAM20C)
umeromesi: ponvixoredavis, yToJIeHue 3aThl-
JIOYHOU KOXKHOM CKJIaZIKU, Y3Kas IJIa3Hasl LIeJlb,
CTEHO3 X0aH, HU3KO [TOCAKEHHBIE YIIH, YTOJIIe-
HUE JUCTAIBHBIX (aIaHT BCEX MANIBIEB KHUCTEH,
JIBYCTOPOHHSISI KIIMHOJAKTIIIVS TISATHIX IaJIbLEB,
B/IaBJIEHHAA [IEPEHOCHIIA, MUKPOTHATHA, Ma-
JIEHbKUH POT, TUIEPIUIa3Us IeCEH, apKooOpa3Hoe
He00, y3KasA rpyAHasa KIeTKa.

IIpu aymocomHo-peyeccugHotl popme I'PP 6 co-
cmase CUHOPOMA 0CMe020hoHUUecKOlL OuCnaa-
3uu (mymayuu e zenax FGFR1 unu SLC9A3R1)
UMelomcsl: KpAaHUOCTEHO3, BIaB/IeHHAA CIIMHKA
HOCA, TUIOIUIa3yest BepXHeH YeI0CTH, I'1-
nepTpod U HaZIGPOBHEIX AYT, OPAXUAAKTINA
U KapJIMKOBOCTb.




JwnarHocTtuka

B kposu:

—HuU3KUi ypoBeHb pocdopa (pu Beex popmax [DP);
— [OBBIIIeHUe akTUBHOCTH 11D

— HOPMAJIbHBIH YPOBEHD KaJIbLIVIs;

— HOPMAJIbHBIH/yMePEHHO NTOBBIIIEHHBIH
yposeHs ITTT;

— HOPMAJIbHBIH, CHY)KEHHBIN WX yMEPEHHO
TIOBBIIIEHHBIH ypoBenb 1,25(0H),D, (saBucut
OT MOJIEKY/IIPHO OCHOBBI 3a60/I€BaHNA) ;

— A7 cuHZApoMa JleHTa XapaKTepHO: CHIDKEHU
CKOPOCTH KJIy60YKOBO#M GHIIBTpAIINH, BHICOKUI
YPOBEHb KpeaTHHUHA ¥/ I MOYEBUHBL.
Pegpeperchble 3HaueHus ocopa kposu npugede-
Hbl 8 [Ipunonceruu 2.

B moue:

—runepdocdatypus (mpu Bcex popmax [OP);
Onpedenenue eunepdochamyput npogooUmcst no
CneyuanbHbM Gopmynam s pacuema myoynsap-
Hoti peabcopbyuu gocamos (TRP, %) u ne-
pecuem 0aHHO20 NOKA3aMeJisl Hd CKOPOCMb KLy-
6oukogoti punempayuu (TmP/GFR, mMmonv/n)
(TTpunoxcerue 2).

Onpedenerue gocghopa 8 pazogoti unu cymouHotl
NopyuL MOUU S16JIeMCS, HEUHGOPMAMUBHBIM.

— BO3MOXHO, THUIIePKaJIbILIYPHH;

OueHka aKCKpeyLL Kanbyus ¢ mouoll y Oemell
PAaHHez0 803pacma nposoouUmcs 8 pasosoll nop-
yuu mouu ¢ onpedesieHileM COOMHOULEHUSL KATb-
yuil/KkpeamuHuH, 8 6osiee 83pOCaIOM 803pacme
(cmapuie 5-6 nem) —e cymouHoll nopyul Mouu.
(ITpunoscenue 2).

— IIPOTENHypUs 3a cYeT 6eTa-IoOYINHOB (Xa-
PaxTepHO A cuHApoMa JleHTa)
PermeeHonozuueckas KapmuHa: GOKaTOBHAHbIE
BJaBJIEHVs 30H MeTaQH30B, Pa3MbITOCT, «U3beZieH-
HOCTB» CTPYKTYPBI MeTadH30B TPy6UaThIX KOCTEH.
IIpu npoBezieHNY 0630PHOTO PEHTTEHOJIOTHYE-
CKOTO CHHMKA YeTI0CTel — HaIu4ure KUCTO3HBIX
oJIoCTe B 06;1aCTH KOpHE# 3y60B.

CmeneHb msijicecmu paxuma onpedeasiemcst no
undexcy RSS (Rickets Severity Scale, Thacher T,
2000) (Ilpunoxcerue 1).

MonexynsipHo-zeHemuueckast OUA2HOCMUKA:

B IIEPBYIO 0Yepe/ib HeOOXOAUMO HCKIII0YaTh
Haymuue MyTanuii B reie PHEX, ipu oTcyT-
CTBUY MyTallUi —IIPOBOAUTD aHAIU3 APYTUX
reHOB-KaHAUJaToB.

MpUHLUKMBI NeYeHnsa Npu runodocharteMMYECKOM paxuTe

NeyeHuve nauneHToB mMnagwe 15-17 net

Ipu I'P 6e3 eunepkansyuypuiL:
coueraHue npenaparos pocopHOro
6ydepa 1 anbdaxabIUA0Na,/KaTbIIUTPHUOIA

IIpenapamot gocgpopa (fochopHotii ydpep)

pacuem 003 no anemeHmapHomy gocgopy

6 npenapame:
JleTu MIaZilIero Bo3pacra:
craproBas fo3a 15-30 Mr/Kr/cyTKu
—IIpY XOpolIel epeHOCHMOCTH IIperapa-
Ta (OTCYyTCTBHE TOIIHOTHI, PBOTHI, [UAPEN);
—ocJIeZyIomas TUTPALUA 103kl yepes 1
Mecar 1o 50-60 Mr/Kr/CyTKH.

Crapiue 3 siet o 16-17 net:

o3a 30—60-80 Mr/Kr/cyTKu
—CTapTOBYIO 103y HAYMHAIOT C MUHUMAaJIb-
HOU pacyeTHOMU 203kl 30 MI'/KI'/CyTKH;
—IIpY XOpollIei NepeHOCUMOCTH UHTepBaJl
MeX/Jy yBeJndeHueM 03 1 Mecsll.

Ipenaparte! dpocdopa HazHavaOTCA B 4—5-6
TIPUEMOB B CYyTKH, HHTEPBAJ MeX/y IIPHEMOM
4-5 4acoB, BO3MOXXHO COBMEIIATh C COKaMH,
bpyKTOBBIMY TIOpE, IETCKUMU CMECAMH.

Josa pocdhopa He 3aBucHT oT ypoBH: dochopa
B KDOBU.

Ipenaparts! pocdopa HazHAYAIOTCS C TUAPOKCHU-
JIMPOBaHHBIMU GpopMaMu BUTaMuHa /Jl.

IIpenapamos! anvdakansyudona

MU KaTbYUmpouna:

— IIpYU HAJIMYUU NOoBBILIeHNs ypoBHA [TTT
(py IepBOHAYATIBHOM 00C/Ie0BaHUN):
anbdaKanbIy0J/POKaNIbTPOJ Ha3HAYAETCS 10
npenapatoB pocdopa 3a 1-2 Hegenu;

—IIpU HOpMaJIbHOM ypoBHe ITTT

(Ipu IepBOHAYATbHOM 06CIeZOBAaHUN) !
OZIHOBPEeMEHHO abdaKalbLI0J1/POKATIbTPOI
+ docdhopuslii Gydep.

anvaxanvyudon (0,25 mxe = 250 He):
craproBas fo3a: 20 (—30) Hr/Kr/JeHb,
B 1 npuem (wm 1-2 karc. 0,25 MKr);
KoppekuuA: 1o yposHto ITIT kposy, o Ca/kpea-
THUHHHOBOMY HUHZIEKCY (Pa30Basi OPLIVIA MOYH).
kansyumpuos: 15-60 ne/xz/deHb:
craproBad fio3a: 30 HI/KT/ZieHb B 2—3 IIpueMa.




[Tpu I'®P ¢ runepkagbIypueit

IIpu svipascerHOM 60.71€80M CUHOPOME 8 KOCISX:

— zo3a mpernaparta pocopa paccunThIBaeTCH,
KaK YKa3aHO BBIIIIE;

— IperapaTsl BUTaMyHa D Ha3HAYaloTCs B MUHH-
MaJIbHBIX ZJ03aX WIN UCKITIOYAIOTCA COBCEM

— cumMnmomamuueckas mepanus (AHAb2eMUKL,
HIIBC)

Kpurepnu ¢ deKTHBHOCTH KOHCEPBATHB-
HOT'O JIe4eHUs

1. YaoBneTBOpUTe/NIbHAA JUHAMHKA POCTA.
2. OTcyTCTBHE yCyTy0ieHus AepopMariuii
CKeJleTa.

3. YBennueHue pu3NIeCKON aKTUBHOCTH.

Hopmanuzanusa ypoBHA ¢pocdopa B KPOBU He
SBJISIETCA 1IeJIbIO JIEYeHUs U, HA060POT, A0CTH-
JKeHHe HOPMaJIbHOT'o IoKa3aresis pocdopa Kpo-
B FOBOPUT O II€PeJ03UPOBKe IIpernapaTaMH.

JleyeHne nauneHToB cTaplue 17-18 net

JleueHue

IIpenapamyt anbdakanbyUOoNa,/ Kanbyumpuona HasHa-
Y@IOMCS NPU HAUMLLL BMOPUUHO20 2UNEpnapamupeosa.
Tpenapamu hocdhopa nokasaHsL npu:

—BBIP&KEHHOM MBIIIEYHOM TTIOTOHNM, OTPaHIYKBa-
IOLIIeH IBUraTeNbHYI0 aKTHBHOCT;
—IUTAHUPYIOLIEHCS OTeparn Ha KOCTSX;
—TIIepe/ioMax Ha [epHoz, pereHeparyy;

—BO3MOKHO, Ha IIepHOz 6epeMeHHOCTH M KOPMJIEHHUH
TPyZpIO.

Pexomeryemast 703a riperiapatos docdopa:
10001200 mr/cyTru o dochopy.

CromaTosioruieckas ToMOIllb

EdicedHesHo:

Crporasi ruryieHa IoJI0CTH pTa

—vuicTKa 3y60B 2-3 p/zieHb (MATKHeE 3yOHBIE
ETKW);

—0JI0CKaHKe (aHTHUCENTUYECKIUMU IIOCIE KaXK-
ZOr0 TIpHeMa IHILY;

—WCKJTIOUUTS ITepe/i HOYHBIM CHOM yTIoTpe6iie-
Hue koHbeT, caxapa.

Kaxxzaple 3 Mecslia OCMOTpP CTOMATOIOIOM.

[1pu moceleHNK CTOMATOJIOTa CJIEAYET YBEZIO-
MHTB Bpaya O BO3MOKHO OBICTPOM ITOBPEKAEHUM
3MaJIv IIPY [IPOBEJIEHUN KaKUX-THO0 IPOLEAYD.

B neTckoM Bospacre: ¢ToprpoBaHue 3y60B WIK
MTOKPHITHE CIeL[UaTbHbIM Te/ib-JTaKOM, (IIMHU-

posanue(?)).

Bo B3pocsioM Bospacre: cie/fyeT Py MepBhIX
MIPU3HAKaX BOCIATUTE/IbHBIX U3MEHEeHHH B KOp-
HsIX 3yOOB IIPOBOJUTH X CAHALMA, BO3MOXXHO
TIOCTaHOBKA KOPOHOK.

OnepaTtuBHOE NneveHne gedpopmalrimm Hor

BoaMmoxkHEIe T060YHBIE 3P HEKTh
mpenapaToB pocdopa

Pannue: XUAKUIA CTYJL, TOLIHOTA.
TIo30Hue: BTOPHYHBIH IUepIIapaTupeos, TUep-
KaJIbLIYPHA, He)POKaIbIIMHO3.

Iloxazanus:

BripakeHHbIe JedopMaliy HIKHUX
KOHEYHOCTeH C pa3pylIeHueM CTPYKTYPbI
Ta3006€eIpEHHBIX U KOJIEHHBIX CyCTABOB,

a TakKe IIPY 3HAYUTEILHOM OTpaHUYEeHUH
aKTUBHBIX ITepeJIBIKEeHUH.

Buo onepamugHozo emewamenscmaa:

—Ha OTKPBITBIX 30Hax pocTa (70 14-15 jeT):
BpeMeHHbII anu3noze3 (WK HOCTaHOBKa
8-06pa3HbIX IUIACTHH Ha 30HBI POCTA HIDKHUX
KOHEYHOCTEH);

—Ha 3aKpBITHIX 30HaX pocTa (cTapure 15-17 jet):
KOpPErupyoliyie OCTEOTOMUN.

TTpu cHOpMHUPOBABIIKXCS aPTPO3AX CYCTABOB
BO3MOXKHO IIPOBe/IeHHe IUTACTUKY (3aMeHBI)
CyCTaBOB.

Ha6mrogenue
Ha QOoHe JIeUeHUS

Pery/spHOCTb AUHAMUYECKOTO HaOMIOeHUs
(kakzaple 3-6 MecsIEB).

Konmponw nokazameneti:

— YPOBHS ITapaTTOpMOHa KpoBH (pa3 B 3 MecALa);
—D5KCKpeIyHy KabLys B Mode (pa3 B 3 Mecsna);
—Y3U nouek (pa3 B 6 MecAIeB).

dDHaMOTepaneBanecxoe JIeueH"ue

Kaxxzapie 2-3 Mecsna: Kypcbl JiedebHO-Tpodrak-
THYeCKOH GU3KY/IBTYpEL, IedeGHOro Maccaka.

VKpeIUleHHe MBI ¥ [TpeJOTBpallleHre apTPO30B
KPYTIHBIX CyCTaBOB (JIOKTEBBIX, KOJIEHHBIX):
exeZiHeBHBIe GU3MYECKHe YIIPOKHEeHUs (YTpeH-
HAA WIK Be4epH:AA 3apsaKa), 3aHATUA IVIaBaHU-
€M, e37la Ha BeJIOCHIIEZie.




M'mnodocodartasns (FPP)

AHIIOA3bIYHBIE HA3BAHUA

Hypophosphatasia (HPP);

Rathburn disease;
Phosphoethanolaminuria;
Hypophosphatasia, childhood;
Hypophosphatasia, infantile;
Hypophosphatasia, adult;
Odontohypophosphatasia;

Perinatal lethal Rathburn disease;
Perinatal lethal phosphoethanolaminuria;
Prenatal benign Rathburn disease;
Prenatal benign phosphoethanolaminuria.

PermeeHono02uteckas KApmuHa: paspsbkeHue
CTPYKTYPHI MeTadU30B KOCTEN BEPXHUX WK
HIKHUX KOHEYHOCTEM, [TPU TOM OHU UMEIOT
YepeJoBaHHe YYACTKOB MUHEPATU3ALNHU U M-
MOMUHEPATU3AINH TI0 TUILY «SI3BIKOB IUTaMe-
HU», IeMUHepantu3anus pebep.

Tacecmsb paxuma oyeHugaemcst no uoekcy RSS
(Rickets Severity Scale, Thacher T, 2000) (Ilpuno-
cerue 1).

MonexynsapHo-zeHemuueckas OUazHOCMUKA:
TIOVCK MyTanuii reHa ALPL.

JuddepeHnuanbHan JUarHOCTUKA

TTpoBozuTCs ¢ APYTUME GOpPMaMK paxuTa.

MIM

146300, 241500, 241510

T'eneTuka

MmyTranusa reHa ALPL

Ten

KapTupoBaH Ha 1p36.1 — p.34; OMIM: 171760

Howmep no knaccudukanuu Orphanet

436, 247623, 247638, 247651, 247667, 247676, 247685

Tun HaciezoBaHUA

AYTOCOMHO-DeLIeCCHBHBIIA, ayTOCOMHO-IOMIHAHTHBIH

OIINIEMUOJIOTHST

PacrpocTpaHeHHOCTB TsiKeNIbIX GopM I'D (tme-
puHaTanbHOM U nHbaHTWIBHON): 1 Ha 100 000
HOBOPOXX/IEHHBIX, B U30JIMPOBAHHOM IIOIYIIA-
1My MeHHOHUTOB KaHazbl 4acToTa BCTpeuaeMo-
cTH TsDKeNTbIX popMm 1: 2500 HOBOPOXKAEHHBIX.

B3apocas popma—mpumepHo 1: 6 000 yesoBexk.

JleueHue

1. BamecTurenbHas GpepMeHTHAs TepaIus
PEKOMOUWHAHTHOM TKaHeHeCIeUpUIHOM 11e-
J04HO# docdarazoii.

2. Ilpu AerngpoTaluu U TulepKaJblieMIn:
uH}y3noHHaA Tepanus, GOPCUPOBaHHBIH
auypes.

3. Ilpu ApIxaTenbHOM HegocTaTouHOCTH: VIBJI,
YBJIQKHEHHBIN KUCIOPO/,.

4. Ipu cygoporax: BUTaMuH B6.

5. Ucknrouums! IIpenapatsl BUTamMuHa /I, Kaab-
uus, 6ucdochoHaTe.

[TaTorenes

CHIDKEeHHe aKTUBHOCTH TKaHeHeCIenbIIHO
menouHoi ¢pocdarassr (THILID, TNSALP) mpu-
BOJMT K HaKOIUIEHHUIO TpodocdaToB B opra-
HU3Me, CJIeZICTBUEM YETo SIB/ISIETCA HapylleHne
CHHTe3a M'MPOKCUANATUTa KOCTHOrO MAaTPHUKCA,
a TaKkXKe HeI0OCTaTOK OHMOOCTYITHOrO BUTAMUHA
B6 B 1leHTpajIbHOM HEPBHOM cucTeMe.

B 3aBHCHMOCTH OT Bo3pacTa MaHubecTanum
pasnuyaroT 6 GpopM 3ab6oreBaHUs.

KivHu4Yeckue NposABIeHUA

IIpexcraeinensl B Tabauye 4.

JnarHocTuka

B kposu:

— HU3KUH ypoBeHs 11D

(umeromcest 6o3pacmuble HOpMbLL);
—HOpMa/BBICOKUH YPOBEHb KaJIbLIUA;

— HOpMa/BbICOKH# ypoBeHb docdopa;
—HopMa/Hu3Kku# yposeHs 11T

—mHopma 25(0OH)D;

— CUIEePKaJIbIINYPUS;

— BBICOKUI ypoBeHb $pocdoaTaHoIa B MOYeE.




Tabauua 4. KnuHnyeckune dopmbl 'mnodpocdarasum.

Kimanyeckas ¢opma

Tum HacaenoBaHUA

CHMITTOMBI

JleTanbHOCTH

PedepeHcHEIe 3HaUeHNA 1es0uHol docdarasel B kposw, Ex/m:

IlepuHaTanpHasA

AyTocomHO-
PpellecCUBHBIN

— BBIpa)KEHHBIE Jle-
¢dopmanuu ckesera;
— IIOJIHOE OTCYT-
CTBUE MUHepaIn3a-
LMY KOCTEeH

Bospact

INogospenuie Ha I'PD

Hopma

<1 mec.

0-60

60-320

1-11 mec.

0-70

70-350

1-3 roga

0-125

125-320

4-6 net

0-150

150-370

[IpenaranbHas
Z0OpOKadecTBEHHAs

AyTOCOMHO-
JOMUHAHTHBINA

— BEIp@)XEHHEIE Jie-
dopmanuu ckenera;
— yIIyduIeHue
CTPYKTYPHBI KOCTeH
IOCJIE POXK/EHU

90-100%

7-9 net

0-150

150-440

10-11 et (M)

0-150

150-470

10-11 net (OK)

0-150

150-530

12-13 et (M)

0-160

160-500

WHbaHTHIBHASA
(c 1-6 mecaues)

AyTocoMHO-
peLlecCUBHBIA

— TUIIOTOHUS;
— HeZIopa3BUTHE
TPYAHON KJIETKU
(THeBMOHMH, AbIXa-
TeJbHas HeJoCTa-
TOYHOCTD)
KPaHUOCMEHO3;
—cyzoporu

50% k 1-my rogy

12-13 ;met (OK)

0-110

110-525

14-15 et (M)

0-130

130-530

14-15 net (OK)

0-55

55-305

16-19 net (M)

0-60

60-270

16-19 net (OK)

0-40

40-120

>19 net

0-40

40-120

JeTtckasa
(nocne 6-12 mecsayes)

AyTOoCcOoMHO-
PeLieCCUBHBIH,
ayTOCOMHO-
JOMUHAHTHBIA

— I1037iHee HAYaIo
XOZBOBL;

— paxyTONOAO0GHbIE
Zedopmaryu ckenera
«nepesanusanuydsi-
cs» (Unu «ymuHas»)
noxooka;

— [IpeXZieBpeMeH-
HOE BHINaZIeHne
MOJIOYHBIX 3yO0B

[IporHos
6/1arONpUATHBII

Bspociaa

AyTOCOMHO-
PpellecCUBHBIH,
ayTOCOMHO-
JOMUHAHTHBIA

— CTpecC-TIepeIOMBI;
—0CTeoapTpoNaTHI
(B T.4. XOHZPOKAJb-
IIMHO3);

— 6071B, C1a60CTH

B MBIIIIAX;

— paHHee BhINaze-
HUe 3y60B

[IporxHo3s
6JIarONPUSATHBIH

OponTorunodocdarasus

AyTocomMHO-
PeliecCUBHBIH,
ayTOCOMHO-
JIOMAHAHTHBIA

— CUIOIUIA3HUs
aMau;

— paHHee BhIaze-
Hue 3y60B

ITporno3s
6JIarOIPUATHBIN




KnuHnyeckue cnyyau

Knnnnydeckni npumep 1.
[NedekT rena CYP27B1

KnnHuyeckui npumep 2.
dedeKT reHa PHEX




Puc.2. PaxuTHueckure U3MeHeH!st KOCTel HOT

Puc.1. PenTreHorpaMma 37/0poBOro pebeHka Puc.3. PaxuTryeckue U3MeHeHus KocTel 3aracThii, nHAeKCe RSS 4 6asura




IMayuenm M. K., degouka, 4 2o0a.

W3 paHHero aHamMHe3a U3BECTHO, YTO Ha IEPBOM I'OZly pa3BUBajach 10 BO3PacCTy,
CyZIOpOT He 0TMeYasoch, MbIIIIeYHasd TUTIOTOHYSA ObUIa BhIpaXKeHa yMEePEHHO.
I[TepBbie 3yObl HOABIIINCEH ¢ 8 MecsleB. C MOMEHTa Havaa CaMOCTOSITETbHOM
X0ZAb0HI (B Bo3pacTe 12 MecsIieB) MOSBIIACH IEPEBATMBAIOLIAACS ITOXOAKA

u B iociegytomeM chopmupoBanack O-obpasHas gedbopManus HOT, YTO MOCTY-
JKWIO TTOBOZOM oOpalleHus K opTolely B Bo3pacte 1 roga 3 mecsiieB. Beuto
PEKOMEHIOBAHO AMHAMUYECKOe HabIoeHue.

B Bo3pacrte 4 jieT o6paTiiach K SHZOKpUHOJIOTY. [Ipy 0CcMOTpe moKasarenu
$U3UYIECKOTO Pa3BUTHS COOTBETCTBOBAJIM BO3PACTHOM HOpPMe: Macca Tena 14,3 kr
(0,58 SD), poct 93,2 cM (-1,93 SD), umenach BapycHas Aedpopmarius Hor (Puc. 1).
Ha ocHoBanuu runodocateMum, TUITOKANIbIIUEMUY, TUnepraparupeosa (Ta-
6auya 1) v XapaKTEPHBIX PAXUTUYECKUX M3MEHEHUH 30H MeTadH30B OeJpEHHBIX
Kocreti (Puc. 2) 6bU1a 3a10403peHa Hac/IeICTBeHHAas popMa paxuta. MoseKkynsap-
HO-TeHeTUYeCKU aHaJIi3 BEIABWI HaJIMYMe COCTaBHOM reTepo3UroTHOM MyTalnuu
rera CYP27B1: c.221C>T p.P74L u ¢.1435C>T p.Q479X. Takum o6pa3om, Ha
OCHOBaHUHU MOJTyYEHHBIX PE3YJIBTATOB peGeHKY ObUT YCTAaHOBJIEH AMAarHO3 BUTA-
MuH-/I-3aBucuMbIi paxut 1A tumna. Cioyctd 2,5 MecsAlla oT Hadasla Tepanyy ajib-
dakampII0IOM B Zj03€ 2,25 MT'/CyTKH Bee oka3aTenu GpochOpHO-KaTbIEBOTO
obMeHa HOpMaJIM30BaIUCh.

Puc.1

Puc.2



Tabauua 2. Xapaktepuctvka nauuneHta M.K., 4 roga ¢ mytaumamu B reHe CYP27B1 KnavHu4yeckum noumep 2. ﬂ,ed)el-(T reHa PHEX

[TokasaTenb
(HOpMa)

IMaruent M.K. Hopma

Ca2+, MMOJIb/ T 1,05 1,03-1,29 Iayuenm B. A., manvuuk, 4 200ad.

VI3 paHHero aHaMHe3a U3BECTHO, YTO ¢ 6 MeCsAIleB OSBIINCH PAXUTHIECKUE
JebopManuy cKejeTa: TUIepTPOGUs JOOHBIX OYTPOB, pAXUTHIECKUE «IETKI»

Ha pebpax U paxUTUIeCKUe «OpacjeTKi» Ha JIy4e3alsCTHBIX CyCTaBax, ¢ 9 Mecs-
I[eB— BapycHas AebopMarusa HIKHIX KOHEYHOCTel. [lepBhle 3y6hI MOSBIUINCE C 7
MecsneB. Hauaymo camocTosTensHOM X0Ab0H ¢ 1 rofia 3 MecsIeB, IOxogka ObL1a Mo
THUITY «<YTUHO», pe6eHOK MpU X0Ab0€e OBICTPO UCTOINAICS. B IocieAytoleM oTMe-
yayachk ObICTpast mporpeccus AebopMarlivii HOT U OTCTaBaHUE B POCTE.

CeMeliHBIN aHaMHe3 pebeHKa [0 MaTEPUHCKOM TMHUY GBUT OTATOLIEH 110
pasButuio runodpocharemudeckoro paxura (I'OP). MzBecTHO, YTO y MaMbl
MaJIb9MKa C paHHETO Bo3pacTa edbopMaliuy HOT, [0 MTOBOAY Yero MHOTOKpPaT-
HO NMPOBOJWINCH KOPPETUPYIOIINE OCTEOTOMUN, KOHEYHBIM POCT MaMBbI COCTaB-
[T, e/ nsn 151,7 em (<1,72 SD).

IMpu o6cnemoBanvu B OT'BY JHI] B BospacTe 1 roga 8 Mec. y pebeHKa UMeo
TRP. % MeCTO OTCTaBaHUe B pU3NIECKOM pa3BUTUU: pocT 78 cM (- 2,03 SD), BepxHuUii

» 70 cermeHT 48 cm (-1,83 SD), HxHuii cermentT 30 cm (-1,75 SD), Bec 11 kr (1,1SD),
obparano Ha cebss BHUMaHue Aomuxoredanndeckas popMa yeperna, BapycHast
aedopmanus Hor (Puc. 5). Ha ocHoBaHuu runodochaTemun, runepdochaTypu,
MTOBBINIIEHUST aKTUBHOCTH ITleJI0UHOM docdaTasnl B kKpoBu (Tabauua 3) v xapak-
TEPHBIX PAXUTUYECKUX U3MeHEeHUH 30H MeTadu30B TpybUaThix Kocreit (Puc. 6),

a TaK)Ke OTATOLIEHHOT'0 CeMeHHOro aHaMHe3a 6BUT yCTaHOBJIEH JUaTHO3 «['UIo-
Ha dorne nievenns anbpaxaibuugonom dbocdaremuyeckuii paxut». OKOHUATENBHO JAHHBIHM JUATHO3 GBUT TOATBEPKAEH
TI0 pe3yJIbTaTaM MOJIEKYJIIPHO-TeHeTHYeCcKoro aHaimn3a reHa PHEX, KoTopsbrit
MOKa3aJ1 HaJIMYue TeMU3UTOTHOM MyTalluuy: Jeselus Sk30Ha 14. Pe6eHKy 6bUTH
Ca2+, Mmmonb/ 1t 1,03-1,29 HasHayeHs! npenapaT pocdopHoro 6ydepa B 103e 30—60 MI/Kr/CyTKU B cOUeTa-
HUM C aTbPaKaabIiuzogoM 0,5 MKT/CyTKHU.

Ha ¢oHe mpoBoAMMOro JIeYeHHs POAUTENN OTMETIUIN yBeIdeHue husnde-
Pocop KpoBH, MMOJIb /T 1,45-1,87 CKOW aKTMBHOCTH U yJIy4lIeHNe JUHAMUKHU pocTa peGeHka: poct 92,5 cm (-1,72
SD), ckopocTh pocTa cocraBmia 7,27 cm/rog, (0,54 SD) (Puc.7). OgHaKo JOCTUYb
WcIpasieHus JeGpopMalnii HOT B TeUeHHe 2-X JIeT TePAIlUU He YaloCh, B CBI3U
®, Ex/n 180-720 ¢ 4eM OBUTO TIPUHATO PEEHHE O TPOBeeHrEe BpeMeHHOro anudusnozesa 8-06-
Pa3HBIMHU IUIACTUHAMU.

Ca o6muii KpoBH, MMOJB/JT 2,15-2,55

®ocdop KpoBH, MMOJIb/ T 1,45-1,87

I®, Ex/n 180-720

TmP/GFR, MMOJIb/JI 1,15-2,44

IITT, or/mn 63 15-65

Hccnedosanue eena CYP27B1 nposodunocs 8 Jlabopamopuu HacniedcmeeHHblX SHOOKpuHonamuil
®I'BY SHI], pykogodumenv— 0.M.H. Tionvnakos A.H.




Puc.7

Puc.5. TanuenT B.A., 4 roga

IIpumeuanue. O-obpasHas gedopMaryis HOT,
paccTosiHiE MEXKAY MeAUATbHBIMUA MbILIETKAMU
6enpeHHBIX KocTel — 13 cM (HopMa: 10 3 ¢M).

Puc.6. PeHTreHOrpaMma HIDKHUX KOHEYHOCTEH
nanueHTta b.A.

IIpumeuanue. CTpeIKaMH YKa3aHO paspsKeHue
U «6axpoMYaTOCTh» 30H MeTapU30B GePEHHBIX
KOCTeH.

Puc.7. KpuBas pocra namuenra b.A., 4 roza

Tabauua 3. XapakTepucTuka nauuneHTa b.A., 4 roga ¢ mytauuen B reHe PHEX

IlokasaTennb

(HopMma) [Tanyent B.A. Hopma

Ca2+, MMOJIb/JT 1,26 1,03-1,29

Ca 06111t KpOBU, MMOJIb /JT 2,15-2,55

dochop KpoBU, MMOJIB /JT 1,45-1,87

P, En/n 200-460

IITT, or/mn

TRP, %

TmP/GFR, MMmosb/n 0,46 1,15-2,44

Hccnedosarue zena PHEX nposodunocs 8 Jlabopamopuu HaciedcmeeHHbx IH0oKpuHonamuil
®I'BY SHI], pykogodumens— 0.M.H. Tionvnaxos A.H.




[MTpunoxeHua

lpunoxxeHne 1.
OugeHKa CTEeNeHM TAKECTU paxmTa

lpunoxxeHne 2.
OueHKa nHaekcoB peabecopbunn docdopa
OLeHKa 3KCKpeLmn KanbLns

AnddepeHumanbHo-AMarHoCTu4ecKne npuaHaKkm
HacneacTBEHHbIX GOPM paxuTa




lpunoxeHne 1. KocTtu Hor: rpynna npu3Hakos A v B,
NS KaXKA0W KOCTU CYUTAEM OTAENbHO (MO OAHON KOHEYHOCTH)
OueHKa cTeneHu TAKeCTH paxura —

nHaekc RSS (Rickets Severity Scale; Thacher T., 2000) HAcTTIHoOe MpoEBer-

1 6amn JieHue/ TIIaAKUi Kpai
BuauMoro metadusa

YaCTUYHOE IIPOCBET-
JIeHue, IaZKuH Kpau,
MeTtadu3 He BUZIEH

Yenosue: He06XOAMMO B OIHY TOCIIUTAIM3AIHIO MTAITUEHTE BHITIOJTHUTD PEHTTEHOIO-
TMYECKUH CHUMOK KOCTeH 3arsicThl (JIOKTeBas 1 TydeBas KOCTH), beIpeHHBIX KO-
cTeli 1 6,/6epIOBBIX KOCTEH B IPAMOH IpoeKuyuy. OLeHKY IPOBOJAT 2—3 He3aBUCH- 3 Gamna

TIOJTHOE TIPOCBETIIE-
Hue, U3 MHUPOKO
OT/aJIeH OT AUCTAb-

MBIX PEHTTEHOJIOTa OTAEMBHO ZIPYT OT APyTa U IPU OTCYTCTBUU Y HUX UH(POPMAIIUH HOTO MeTadm3a
0 ZlaTe CHUMKOB. [Tocste TIoJyIeH s PE3Y/IbTATOB OT K¥KAOTO CIIEHATHCTA TIPOBO-
UTCst 06CY>KEHE C OTIpe/ieieHr e OKOHYaTEeTbHOTO pe3y/bTaTtaM uHzaekca RSS.

YmHooaem nosyuerHble 6aLTbL 01 KancAoll Kocmu Ha Koagdduyuerm
UBMeHeHUsL POCMOBOLL NIACMUHbL, 3ameM cK1adbleaeM NOKA3ameJu.

< 1 MBIIIEJIOK WIN

0,5
IUIaCTHHA

MeToaunKka pacyeta nHgekca RSS

2 MBIIEIKa WK

MaxkcumanvHoe koauuecmso 6aunos 10 (kocmu 3ansacmus + KOCmu HOz), 1 LIACTHHA

umo coomeemcmeyem msicenoti cmeneHu paxuma.

MakcuMaaibHO 2 koctu X 1 6amnx 3 6awia = 6 6a/uoB

OueHKa IPOBOAUTCS IO KOCTAM € HauboJiee BEIPAXKEHHEIMU TPU3HAKAMY PaxXUTa.

KocTn 3anscTbs (Mo 04HOM KOHEYHOCTH)

pacuperye IacTUHbI poCcTa, HEPOBHOCTb MeTa-

1 6asn N
¢dusapHoro Kpast, 6e3 60KaJIOBUAHBIX BAABIECHUI

2 6amna MeTapr3bl UMEIOT 6OKAIOBUHbIE BAABIEHUSA

MaxkcuMaabHO 2 kocTu X 2 6ayuia = 4 6auia




lpunoxeHne 2.
OueHKa nHaekcoB peabcopbumu pocdopa

1. Ty6ynsipHas peabcopbums pocpaton (TRP, %):
% TRP = [1—((Uph/UCr) X (PCr/Pph))] %100 %

rae Pph—¢ocdarst wiazmer (MMOIB /1),
PCr—xpeaTuHUH IUIa3Mbl (MMOJIb/ ),
Uph— docdarsr B Moye (MMOIB/),
UCr—KpeaTHHUH B Mo4e (MMOJIb/JI).

Hopma TRP: 85-95%

2. Maxkcumym Ty6ynsipHon peabcopbumnsa pocpatoB K CKO
(TmP/GFR, Mmoib//1) BbYUCNAETCA NO dopmynam:

TmP/GFR = TRPXPph TmP/GFR= 0,3xTRP/(1-0,8 x TRP) XxPph
eciu TRP < 0,86 (86%) eciu TRP = 0,86 (86%)

HopmasnpHele sHa4eHuA 1o Payne, 1998:

Bospact My>K4MHBI JKeHImuHbBI

HOBOPOX/IEHHbIE 1,27-2,59 1,27-2,59

1 mec.—-2 roza 1,15-1,73 1,15-1,73

2-12 net 1,22-1,6 1,22-1,6

12-16 et 1,09-1,47 1,09-1,47

16-25 jtet 1,07-1,89 1,02-2,05

25-25 et 0,99-1,34 0,95-1,42

45-65 ner 0,89-1,34 0,87-1,4

65-75 ner 0,79-1,34 0,79-1,34

OLleHKa 3KCKpeLuu KanbLuus

o pa3oBor nopLmm Mo4u:

Kanpumii/kpeatnHuHoBbIlN unzekc (Ca/Cr), MMOJIb/MOJb

HopwmainbHble 3HaueHus 1o Metz, 2006:

Bo3pacr (i1eT) Kasb1uii/kpeaTnHuH (MMOJIb,/MOJIB)

0-1 1,5

1-<2 1,25

2-<5 1

5-<10 0,7

10-18 0,6

Ipu nonyuenuu 3Haueruti Ca/Cr undekca, npesbluaioujux Hopmy no Metz M. (2006),
MOCHO OUAZHOCMUPOBAMb HAUUUE 2UNEPKANBULLYPULL.

o cyTo4HOM NopLMM MOYM:
Mr/xr/cyT. = (Ca mMmonb/cyT./0,025) /Bec, KT

Hopwma: He 6osiee 4 MI/Kr/CyT.

OcobenHocmu: Ha nepgom 200y ycusHu y pederka ¢ FOP yposens docdopa kposu mozcem
6blmb HUBKOHOPMALHBIM, NO3MOMY 0053amenbHo ciedyem npogoouns onpedesieHue My-
6ynsipHoll peabeopbyuu ochamos e moue.

BaxcHo, cpagrugams nosyuaemble nokazamenu gocopa kposu nayuenma c pedeperm-
HBbLMU 3HAUEHUSIMU C YUermoM 803pacma u 1noJid, 8 paHHem 0emckom eozpacme (0o 3 siem)
Ypo8eHb hocopa 8 Kpo8U 3HAUUMENILHO Bbllle, HeM 8 NOOPOCTKOBOM.




PedepeHcHbIe 3HaUYeHUA YPOBHS pocdopa ChIBOPOTKU KPOBU:
bep yp bocpop p p My>K4rHBI JKeHIIHBI

N Tecta Bospact MT/ T MMOJTb/JT MT/ [T MMOJIb/JI

N tecra Bospact MMOJIb/JT MMOJIb/JI 0-30

1-30 nHeNn
1,25-2,25 1,40-2
? ? +40-2,50 31-90

_ IHeN
31 3?5 1,15-2,15 1,20-2,10
JHen 3-12

mec.

13-24
Mec.

2-<13
JIeT

13-<16

10-12 JeT
rer 1,05-1,85 1,05-1,70 16-<18

_ JIeT
13-15 0,95-1,65 0,90-1,55
JIeT Hcmounux: PEDIATRIC REFERENCE RANGES, 3rd edition, by Steven J. Soldin, published by AACC Press,

_ Washington, DC, 1999 pages 145-146.
1?16;8 0,85-1,60 0,80-1,55 asngton pages

2,7-7,2 | 0,87-2,33 3,8-8,0 0,97-2,58

IHeHR

3,0-6,8 | 0,97-2,20 3,0-7,5 0,97-2,42

3,0-6,9 | 0,97-2,23 2,5-70  0,81-2,26

1-3 nter 1,00-1,95 1,10-1,95
2,5-6,4 0,81-2,07 3,0-6,5 0,97-1,81

4-6 jer 1,05-1,80 1,00-1,80
3,0-6,0 0,97-1,94 2,5-6,0 0,81-1,94

7-9 ner 0,95-1,65 1,00-1,80

3,0-54 | 0,97-1,94 72 3,0-5,6 | 0,97-1,81

72 3,0-5,2  0,97-1,68 196 3,0-4,8 0,97-1,55

CebLnku:
1. Soldin SJ, Hicks JM, Bailey J, et al. Pediatric reference ranges for phosphate on the Hitachi 747
analyzer. Clin. Chem. 1997; 43:5198. (Abstract).

2. Lockitch G, Halstead AC, Albersheim S, et al. Age and sex specific pediatric reference intervals for
biochemistry analytes as measured with the Ektachem 700 analyzer. Clin. Chem 1988;34:1622-5.
1,50-2,60 1,50-2,60 3. Soldin SJ, Hunt C, Hicks JM. Pediatric reference ranges for Phosphorus on the Vitros 500 Analyzer.
Clin Chem 1999;45:A22 (Abstract).

1-3 sieT 1,25-2,10 1,25-2,10 Memod:

1. Hitachi 747 using ammonium molybdate method (Boehringer-Mannheim, Diagnostics,

4-6 ner 1,30-1,75 1,30-1,75 Indianapolis, IN).

2, 3. Ektachem 700 (2) and 500 (3) using ammonium molybdate method (Johnson & Johnson,

7-9 ner 1,20-1,80 1,20-1,80 Rochester, NY).

Comments:
10-11 1,20-1,80 1,20-1,80 1, 3. Study used hospitalized patients and a computerized approach to removing outliers. Values are
et 2.5-97.5th percentiles.

Bospact MMOJIb/JI MMOJIb/JI

0-5 gHeit
(<2.5xk1)

1?1;;3 1,05-1,75 1,05-1,70 3. Study used normal healthy children. Values are 2.5-97.5th percentiles.

14-15
JIeT

16-19
JeT

0,95-1,75 0,95-1,75

0,90-1,50 0,90-1,50




AndodepeHunanbHO-gMarHoCTUYECKUE NPU3HAKK
HacneacTBeHHbIX GOpM paxuTa

VI3MeHeHMs MTOKa3aTesield KpoBU

Tabnumuya 1.

Ca, MMOJIb/JT

CHMXEH

CHHXKEH

HOpMa

PO4-, Mmmoib /N

CHM)XEH

CHHMKEH

3HAYUTEJIbHO CHMXXEH

[IpusHaku

ButamuH-D- 3aBucuMbIi paxut (BZI3P)

Buramun-D-3aBucu-
MbI paxur 1 A,1B Trmna
(B3P 1A,1B Tura)

Buramun-D-3aBucu-
MBI¥ paxuT 2 TUTIA
(BA3P 2 Tuma)

BuramuH-D-pe3ncTeHTHBIN
runodocdareMuyecKuin
paxuT

o, Ex/n

IIOBBINIEHA

IIOBBIIIEHA

IIOBBINIEHA

ITapaTropmos,
IIr/MJI

IIOBBIIIECH

3HAYNTEIbHO ITOBBIIIEH

YMEPEHHO ITOBLILIEH

V3aMeHeHA B MOYe

Tun
HacJaeJOBaHUA

ayTOCOMHO-
PpellecCUBHBIHN

ayTOCOMHO-
PelieCcCUBHBII

X-CIeTUIeHHBIHM IOMUHAHTHBII;
X-CIIeIUIeHHBIH pellecCUBHBIM;
ayTOCOMHO-ZJOMUHAHTHBI;
ayTOCOMHO-PeI|eCCUBHBII

Docdarypusa

HUMeeTCA

HUMeeTCA

3HAYUTETBHO BEIpa)KeHA (HU3-
K€ MHZEKCHI peabcopOIyu
docdopa: TRPY, TmP/GFR)

Kamemmypusa

OTCYTCTBYET

OTCYTCTBYeT

HOpMa/UMeeTca

AnvmHOAUMZYpUA

HUMeeTCA

HUMeeTCA

OTCYTCTBYET

PeHTreHO/MOrM4IecKyie NIPU3HAKKI

DTHOJIOTUA

myTauusa rena CYP27B1
myTanus reHa CYP2R1

myTanusa reda VDR

MyTanysa reHoB: PHEX,
DMP1, ENPP1, FGF23,
SLC34A3, CLCNS u ap.

[TaTorenes

Aebunut 1o-ruzspok-
cuasa, HapyleHue
CUHTE3a KaJIbIIUTPUO-
na (1,25(0H),D,)
peduiut 25-ruapok-
cuIasa, HapyleHue
cunresa 25(0H)D,

PEe3UCTEHTHOCTh
OpraHOB-MHULIeHeN
(mouex, KOXKu, KOCT-
HOM CUCTEMBI U JIp.)
K KaJIbLIUTPHOIY

HapyIeHe peabcopOuuu
¢docdaToB B KaHaIbBIIAX
HOYeK

BokasioBriHOE BAARTEHNS B 30HAX MeTadU30B JJIMHHBIX TPYOUYaThIX KOCTEH, Pa3MBITOCTh X HEYETKOCTD
30H 06bI3BeCTBIeHN, A dy3HOe paspsoKeHIe CTPYKTYPhI KOCTHOM TKaHH. fipa OKOCTeHeHus B aImdu3ax
TEPSIIOT KOCTHYIO CTPYKTYPY U PEHTTe€HOIOTHYECKU He ONPeeIAIOTCA. B MecTax GOJIBIIIOI HArPy3KU KOCT-
HOe BeILIeCTBO MOXKET paccachIBaThes, 00pa3ys 30Hy pocBeTIeHus (30Ha Jloosepa).

Manudecranusa

3-6 MecsaLeB

3-6 MecsAIEeB

1-2 roga

JledyeHuie

aKTHBHBIE MeTabo-
JIUTHI BUTaMuHa D
(ampdaxanpuuznon
WU KaJTbIUTPHOI)
B QpU3HOIOTUIECKUX
Z103aX, PeJKO JOTIO-
HUTENBHO TIpenapa-
THI KaJIbIIHS

aAKTUBHbBIE METAOOIUTHI
BuTamuHa D (Kasb-
LUTPHOI) B BBICOKUX
J103ax + Iperapars
KasbIUs

npenapartsl pocdopa +
aKTHBHBIE METaGOMUTHI
ButamMuHa D B ¢pusmonornd-
HBIX /[03aX

KnuHuka

MeieyHas c1abocTh, 601U B KOCTAX, CycTaBax
CyZOpOTH, paxuTnieckue gedopmannu ckese-
Ta (pa3BepHyTas HIDKHAA allepTypa IPyAHOM
KJIETKH, DaXUTUIECKUe «I€TKU», «6pacieTKu»,
runepTpodus JOOHBIX ¥ TeMEHHBIX OyTpoB, O-
i X-o6pasHsle feGpopmaryiy KOHEYHOCTEH,
nepeBavBarouiasacsa («yTUHaA») MOXOZKa,
[03ZiHEee pope3bIBaHKe 3yO0B WK UX paHHee
BBINIaZieHVe (OJIUTOAEHTH), OTCTaBaHue B Gu-
3M9€CKOM Pa3BUTHH, B TKEJIBIX CIydasax —Iie-
PEeJIOMBI KOHEYHOCTEH, KITFOUHII.

BrIpakeHHas Aedopmariys
HIDKHUX KOHEYHOCTeH

(O- wu X-obpasHasi, 1o
THITy «JyIOIIEro BeTpa»),
paxuTHdecKue «6pacieTKu»
Ha KHUCTSAX PYK, MbIIIeYHast
TUIIOTOHUA HIKHUX KOHEY-
HOCTel, oTcTaBaHUe B pU3U-
YeCKOM PasBUTHH, M03JHee
Hpope3biBaHUe 3y60B WK
VX paHHee BBINa/IeHNe.

BO3MOXKHO: TOT&JIbHAsI
aJIoTIeNyis1, BKJIF0Yas
6GPOBU, PECHHUIIBI

CIIOHTaHHBIE abCIeCCh
3y60B
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