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HI'/MJI. DTH TIOKa3aTeJd OCTAlTCA B Ipejie-
JIaX HOPMBI, YTO YKa3bIlBaeT Ha YMepeHHbIe
$yHKIIMOHA/NIbHbIe U3MeHeHHUs. Y MalueH-
TOB 21 rpynnsl ypoBeHb NGAL 6b11 3Ha4YU-
TesibHO Bblle: 142,5+7,8 Hr/ma B Moue U
185,4+8,6 ur/ma B ceiBopoTke (p<0,01).
JTU 3HaAuYeHUs CBUJETEJbCTBYIOT O BbIpa-
>)KEHHOM TMOBPEXKJEHUU MOUYEYHOU TKAaHU U
aKTHUBalL WU BOCMAJUTENbHbBIX TPOLECCOB.

B 1# rpynne cpeaHuit ypoBeHb CK®
coctaBun 72,5+4,3 ma/mun/1,73 Mm%, uto
COOTBETCTBYEeT HayaJbHbIM CTaJUSM CHU-
KeHUS1 QYHKLIUU NovYeK. AIbOYMUHYpUS Y
JlaHHOM rpynnbl coctaBuaa 192,015 mr/,
yKa3blBasi Ha He3HAUYUTEJbHOE MOBpex/je-
HUe TJoMepyJsipHOro ¢uabTpa. Bo 21
rpynne cpegHuil ypoBeHb CK® cHusnica
50 45,7+3,8 ma/mMun/1,73 M (p <0,01), yTo
OTpakaeT NpOorpeccUupymllee yxyJlleHHe
GyHKIIMU 1no4yeK. ANBOYMUHYpUS COCTa-
Busa 478,0+23 mr/a (p <0,01), yto noa-
TBEPXK/JAaeT 3HAYUTEJbHble HU3MEHEHUS B
rJI0MepyJIsSIpHOM Gapbepe.

YpoBenb NGAL B Mo4e U CbIBOPOTKe
KPOBHU MOKa3aJl CUJIbHYI OTPULATEJbHYIO
Koppesisinidio ¢ nokasatenassMu CK® (r=-
0,82, p<0,001). 3TO MOATBEPK/JAET CBA3b
Mex Ay nosbinieHueM ypoBHA NGAL u cHu-
keHueM ¢yHKUUHK nodek. NGAL Taxxe mo-
JIOXKUTEJIbHO KOppeJUpoBaJl C YpPOBHEM
anbbymunypuu (r=0,78, p<0,001) u crene-
Hb10 GUOPO3a, BBISIBJIEHHOTO Ha 3J1acTOrpa-
¢uu (r=0,75, p<0,001).

Y nmayueHTOB 2H rpynnbl HabJwoja-
JIOCb yBeJMYEeHHE 3XOreHHOCTU TMOoYeK
(cpeqHuM WHJEKC 3XoreHHocTH - 2,8+0,3
6a/1s1a), YTO CBU/AETEIbCTBYET O BbIpaXKeH-

HbIX U3MEHEeHUAX NapeHxXuMbl. B 11 rpynne
3TOT IOKasaTeJsb cocTtaBuja 1,5+0,2 6asia
(p<0,05). YMeHb11€eHNE pa3MepOB IOYEK BO
21 rpynne 6b1710 60J1ee BbIpaXKEHHBIM, YeM
B 1ii rpymnmne, YTO CBUJETEJNbCTBYET O XpPO-
HUYEeCKUX U3MEHEHMUSIX B IOYEUYHOU TKaHU.
@®ubpo3 NMovyeyHOU TKaAHH, OlNpeesIeHHbIN
MeTO/IoM 3jacTtorpaduu, 6b1 60Jiee Bbipa-
»KeHHBbIM BO 21 rpynne (cpefHUN UHJEKC -
2,9+0,5 6ass1a), mo cpaBHeHHUIO ¢ 1¥ rpym-
no# (1,6+0,4 6asna, p<0,01).

YposeHb NGAL B CbIBOpOTKe KpPOBH
oKa3asicsl 60siee YyBCTBUTEJNbHBIM IOKa3a-
TeJleM PaHHUX U3MEHEHHUH, YeM YPOBEHD B
Mo4Ye, TaK KaK Koppeasuusi ¢ QyHKLHO-
Ha/IbHbIMU HapylLleHUsIMU ObLia Bollue. [1a-
[IMEHThbl C JJUTEJbHOCTbI 3a00JieBaHUSA
6oJiee 15 sieT JeMOHCTpHUPOBaJIM 60J1€€ Bbl-
paxeHHble usMeHeHuss NGAL, 4To ykassbl-
BaeT Ha KyMYJISTUBHbIN 3QPEKT runepTeH-
31U Ha MOBpeXJeHue M0YeK.

BeiBoabl. YpoBenb NGAL saBigerca
YYBCTBUTEJIbHBIM MapKepOM paHHEro Mo-
BpEXJEHUS NMOYEeK M MO03BOJISIET BbISIBUTH
CTPYKTYpHble U (QYHKIIMOHAJbHbIE H3Me-
HeHuda y mnauuveHTOB ¢ Al [loBbllieHue
ypoBHA NGAL B Mo4e U CbIBOPOTKE KPOBHU
KOppeJIMpyeT C IporpecCHpoBaHueM Mopa-
KeHud novek, cHmxkenneMm CK® u yeesnunyve-
HUEeM albbyMUHYpUH. Hcmosib3oBaHUe
NGAL B kayecTBe AMArHOCTHYECKOTO WH-
CTpyMeHTa M03BOJIsIET MPOBECTH PAHHIOKO
JIUaTHOCTUKY U CBOEBPEMEHHO CKOPPEKTH-
poBaThb JiedyeHHe, HalpaBJeHHOE Ha
npeoTBpallleHHe MPOrpeccCupoBaHUs MO-
YeyHOM HeJJ0CTAaTOYHOCTH Yy MalUEeHTOB C
AT.

HAPYHIEHUA ®OCPOPHOI'O OBMEHA U TYBYJIOITIATUU KAK K/IMHUYECKOE
INPOABJIEHUE PAXUTIIOAOBHOI'O 3ABOJIEBAHUA ITPU NUABETE Y IETEU:
K/IMHUYECKHUE ACIIEKTbI U MOJIEKYJIAPHBIE MEXAHU3MbI

Axmeaosa /1.U., Aouaosa M. /.
Tawkenmckuii neduampuyeckuti meduyuHckuli uHcmumym (Tawkenm, Y36ekucmat)

AkrtyanbHOcTb. Hapymenus d¢oc-
dopHoOro o6mMeHa U TyOy/sipHasA AUCHYHK-
ISl SBJISIOTCA BKHBIMH KJIMHUYECKUMU
NpOSIBJIEHUSIMU PaXUTONOA0OHBIX 3a60J1e-
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BaHUM, 0COOEHHO Y JileTel ¢ uabeToM. ITH
COCTOSIHUSI XapaKTEepU3YITCI Hapylle-
HUeM peabcopbuuu ¢ochaToB B MOYKAX,
YTO NPUBOAUT K runodpochaTeMuu U cKe-
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JieTHbIM AedopMmanusam. [loHMMaHue KJu-
HUYECKUX aclleKTOB U MOJIEKYJSIPHBIX Me-
XaHU3MOB JJaHHbIX HAPYUIEHHU U UMEET KJII0-
yeBOoe 3HayeHUe AJsd 3PeKTUBHOU Jua-
THOCTUKHU U JIeYeHUs.

Ilesib ucciieaoBanu. 3yyeHue aHo-
MaJIuK peryasanuu ¢ochopHoro o6MeHa U
TyOyJISpHBIX HapylIEeHUW KaK CUMITOMa-
TUYECKUX MPOSIBJIEHUN PaXUTOMOA0OHBIX
COCTOSIHUH TNPHU JUabeTe y eTel C aKleH-
TOM Ha UX KJIMHUYECKHEe XapaKTEePUCTHUKHY,
O6MOXMMHUYECKHEe MOKa3aTeJu U OCHOBHbIE
MOJIEKYJ/ISIpHble MeXaHU3Mbl JJIs1 yaydlie-
HUSI [AUArHOCTUKU M TepamneBTHUYEeCKUX
OAXO/0B.

Marepuasibi M MeTOAbl. AHa/u3
HAy4YHbIX CTaTel, MybJyMKalMil U 6a3 AaH-
HbIX MEXAYHapOJHbIX HAYYHBIX UCTOYHU-
koB (PubMed, Medline, Scopus, Web of
Science u Cochrane Library), nocBsiieHHbIX
M3yYeHUI0 KJIMHUYECKUX aClIeKTOB U MoJie-
KyJIIpPHbIX MeXaHU3MOB HapyulieHUul ¢oc-
dbopHOro o6MeHa U TyOyJIIpHOU AUCPYHK-
I[UM KaK KJIMHUYECKUX MPOSIBJIEHUN paxu-
TONO/J00HOTO 3a00/1IeBaHUSA NIPU AhabeTe y
JleTeil. B uccienyemMbix paboTax UCMOJIb30-
BaJIMCb pa3/IMiHble MeTO/0JI0TUYeCKHe
HNOAXO/bI, BKJIIOYasl KJIMHUYECKHEe HaOJII0-
JleHUsl, paHAOMU3UMPOBAHHbIE KJIUHUYE-
CKMe HCCJe/lOBaHUsl M CHUCTeMaTHYyecKHe
00630phl.

PesyabraTtbl. ['nnodocharemuye-
CKMH paxWT, 4acTO Ha3bIBaeMbld ¢pocdar-
fnabeTtoM, xapakTepusyercsa docdarty-
pueit, runopochateMrueld U CKeJeTHBIMU
nebopmanusamu. Haubosiee pacnpoctpa-
HeHHOHN opMoit saBJisieTcs X-CleNJIeHHbIN
runodocharemuueckuit paxut (XLH), ko-
TOpPbIA y JeTed IMpOABJSAETCH PAXUTOM,
ocTeoMassiliMel, 60/IMU B KOCTAX M 3a-
JIep’)KKOU pocTa. /JuarHoCTUKa BKJIOYaeT
OLleHKY QYHKLIMHU NOoYeK, Kaabluii-pocdop-
HOro obMeHa U reHeTHYeCKOe TeCTHpOBa-
HUe JIJ151 BbIsIBJIEHUS crleliuPUIeCKUX MyTa-
LIHH.

Perynauus docdopHoro o6MeHa B op-
raHv3Me B 3HAYUTEJbHOU CTENEeHH olpe/ie-
JisieTcs dakTopoM pocta ¢ubpo61acToB 23
(FGF23), koTOpblii MHTUOUPYET MOYEUHYIO
peabcopbuuio pochaToB. MyTanuu B reHe
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PHEX, peryaupywoumeMm FGF23, asasarwoTca
oJHOM U3 ocHOBHbIX Npu4yuH XLH. B pery-
asguuu pochopHOro o6MeHa TaKKe y4yacT-
BYIOT Jpyrue OeJiKd, TaKUe KaK JeHTHUH-
HbIA MaTpUKCHbIA 6esi0ok 1 (DMP1) u mat-
PUKCHBIN BHEKJIETOYHBIN $pocdorinukonpo-
TeuH (MEPE).

TpaguuuoHHoe jieyeHue runodpocda-
TEMHUUYECKOT0 paxuTa BKJIIOYaeT Ha3Haye-
HUe MeTaboJMTOB BUTaMMHa D u mepo-
pasibHbIX mpenapaToB ¢ocaToB, 0JHAKO
UX 90 PEeKTUBHOCTb B OTHOLUIEHUH yayylle-
HUs pocPopHOro o6MeHa U pocTa OrpaHU-
yeHa. [locsegHue JOCTHXKEHUS B Tepanuu
BKJIIOYAIOT NpHMeHeHue Oypocymaba —
MOHOKJ/IOHAJIbHOTO aHTHUTeJa, HalpaBJieH-
Horo npotuB FGF23. 3ToT npenapat noka-
3aJ 3HA4YWTeJbHOE YJy4lleHue YPOBHA
¢docdaToB B CLIBOPOTKE KPOBH, pocTa U GU-
3u4yeckoro coctossHud gered ¢ XLH.

HecmoTpst Ha mporpecc B U3y4eHUHU U
JledueHUH HapylueHUu pochopHOro obMeHa,
OCTAlOTCA CJA0KHOCTH B yIIpaBJieHUU 3a60-
JieBaHUeM. TpaJjMLIMOHHAsA Tepanus MOXeT
BbI3bIBAaThb OCJI0’KHEHMUS], TAKMe KaK rumep-
napaTtvpeo3 W HedpokajibliMHO3. Paspa-
60TKa TapreTHbIX MpenapaToB, TAKUX KakK
O6ypocyMab, OTKpbIBaeT HOBble MepCIEeK-
TUBbI, 0JJHAKO HEOOXOJMMbI JaJbHeHllIre
ycc/aeJoBaHUs AJ1s1 OLLeHKH J,0JITOCPOYHbIX
3¢ PeKTOB U 06ecneyeHUs 6oJiee MUPOKOTO
JlocTyna K JiedeHu1o. [IpogomkeHue ucce-
JIOBAaHUM MOJIEKYJISIPHBIX MEXaHU3MOB pe-
ryasauuu ¢pochaToB MOKET NPUBECTHU K I10-
SIBJIEHUIO0 HOBBIX TepaleBTHUYeCKUX MUIIe-
HeWU.

BeiBoabl. Hapyuienusi ¢ocdopHoro
obMeHa U TyOy/asApHasg AUCPYHKLIUS M-
paloT KJIHYEBYIO POJIb B IaTOreHe3e paxu-
TOMOJO00HBIX 3a60JieBaHUU NpuU JuabeTe,
npu 3ToM runopochaTeMUYECKUN PaxUT,
ocobeHHO ero X-cuensieHHas ¢opma (XLH),
ABJISIeTC BeAyLIMM MposiBieHueM. Hapy-
neHue peabcopbuuu GpochaToB B NPOKCHU-
MaJIbHbIX KaHaJ/IbllaX MOYeK, 06yCI0BJIEH-
Hoe aucperyadanvend FGF23 u myranusamu B
reHax, peryjaupyroimux ¢ocGopHbiii 06MeH,
Takux Kak PHEX, npuBoAuT K pochaTypuy,
runopochateMun u gedpopManusaM CcKe-
JeTa. JlocTKeHUs B MOJIEKYJISIPHBIX MC-
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C/1eJOBaHUSAX BbIIBUJIM JONOJHUTEJIbHYIO
posab ¢ochaTtoHuHOB, Bkiodass MEPE wu
SFRP4, B noaaepxkanuu ¢ocdopHoro ro-
MeocTasa.

XO0Ts OCHOBHBIMM METO/J|aMH JIeYeHUS
OCTalOTCA aHajJoru BUutamMuHa D u mpena-
paTbl $ocPaToB, OHU CBSAI3AHBI C pUCKAMU
OCJIOXKHEHUH, TaKUX KaK HeppOKaJbIHO3
M BTOPUYHBIM runepnapatupeos. Beege-
HUe OypocyMaba, MOHOKJIOHAJIbHOTO aHTHU-
Tesia K FGF23, cTtano peBOJIIOLMOHHBIM LIa-
roM B JIeYeHWH, 3HAUYUTEJIbHO YyJydlias

dochopHbIE 0OMEH M KJIUHUYECKHE HC-
xoabl. TeM He MeHee, OCTAlOTCA HepelleH-
Hble BOINPOCHI B yIpPaBJIEHUU J0JTOCPOY-
HbIMH OCJIO)KHEHHUSIMU U MOBBILIEHUU Kaye-
CTBa »KWU3HM NMalyeHToB. Heo6x0 UM MyJib-
TUAUCUMIIMHAPHBIA TOAXOJ, a TaKXKe
JlaJIbHEeHIIe UCCIeJOBaHUsI TeHETUYeCKUX
Y MOJIEKYJISIPHBIX MEXaHU3MOB HapyLIeHUH
docdopHoro obmMeHa st pa3paboTKu 60-
Jiee 93pEKTUBHBIX U IleJIeHaNpPaBJeHHbIX
MEeTO/IOB TepaIuH.

OCOBEHHOCTHY KJIMHUYECKOTO TEYEHUA U MOJIEKYJIAPHON TEHETHKH
PAXUTIIOAOBHbIX 3ABOJIEBAHUU Y AETEU

AxmepgoBa /I.1., Abuaosa M./l.,, MamaTKyJ10B J.A.
Tawkenmckuii neduampuyeckuti meduyuHckuli uHcmumym (Tawkenm, Y36ekucmat)

AKTyas1IbHOCTb. PaxuTOonoj06HbIe 3a-
6oJsieBaHUSA y JAeTed BK/IYAIOT LIUPOKUU
CHEeKTp reHeTUYeCKUX HapylLleHU !, BIUSI0-
IIMX Ha MMUHepaJM3alHUI0 KOCTEW, 4acTo
BCJIe/[CTBUE AMCOYHKIUU 0OMeHA KalbLUs,
docdopa nau ButamuHa D. ITu cocTossHUSA
MOTYT MPOSIBJASATBCA CXO0XXKUMH KJIMHHUYe-
CKMMM NpU3HAKaMH, HO UMEIOT pa3iMyHble
reHeTUYeCKUe U OMOXUMUYECKHE XapaKTe-

PUCTUKH.
Ileap wuccaenoBaHusA. H3ydyeHue
KJIMHUYECKHUX 0coOeHHOoCcTel, QyHKIUO-

HaJIbHOT'O COCTOSIHUSI U MOJIEKYJISPHO-Te-
HETHUYEeCKUX XapaKTePHUCTUK PaXUTON0/106-
HbIX 3a60JIeBaHUM y JileTel JIJisl COBepIlIEeH-
CTBOBAHMUs paHHEMW AMArHOCTUKH, CTpaTe-
TUA JiedeHUsT U [epCOHAJTU3UPOBAHHOTO
M0AX0/a K BeZJeHUIO Nal[MeHTOB.
MaTtepuasibl U MeTOAbl. AHanu3
HAay4YHbBIX CTaTel, MyObJMKalMi U 6a3 AaH-
HbIX MEX/YHApPOJHbIX Hay4YHbIX UCTOUYHU-
koB PubMed, Medline, Scopus, Web of
Science u Cochrane Library, nocBsinéHHbIX
M3y4EeHHUI0 OCOOEHHOCTENW KJIMHHUYECKOTO
TeYeHUSs, 1 MOJIEKYJITPHOU TreHETUKU pPaxH-
TONOJ00HBIX 3a00/1€eBaHUM y JleTel. B uc-
c/leJOBaHUSIX TMPUMEHSJIMCh pa3JuYHble
METO/Ibl, BK/II0YasA KIMHHUYECKHE HabJIIo/e-
HUSI, PaHJOMU3UPOBAHHbIE KJIMHUYECKUE
HCIBITAHUS U CUCTEMAaTUYECKHE 0030PHl.
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Pe3ysibTaTbl. AHa/IM3 HAY4YHbIX CTa-
Tel MoKasaJl, UYTo y JileTel C paxuTonono6-
HbIMM 3a00/IeBaHUSMU 4YacTo HabJoja-
I0TCSl UICKPHBJIEHHE HOT, HU3KUU POCT M 3a-
Jlep’KKa 3aKpbITUA IepeJHero poJHUYKA.
Taxxke pacnpocTpaHeHbl HapylleHHS IO-
XOJKU U JedopMaliM HUKHHUX KOHEYHO-
cTel. ITU 3ab60/1eBaHUA XapaKTepU3YIOTCA
CH>KeHHbIM ypoBHeM ¢ocdopa B KpPOBH,
IpPU 3TOM B HEKOTOPBIX CJAydasiX YPOBEHb
KaJbliMd U 11eJ04HOM ¢ocdarTasbl ocTa-
€Tcd B IIpeJiesiax HOPMBbI.

HecMmoTpsa Ha npoBoguMoe JieyeHHUe,
yJay4lleHHe pocTa OCTaéTCAa YaCTUYHBIM, U
y MHOTHUX JleTell COXpPaHSAITCA HapyLleHus
pocta U ¢usuveckon QyHkKuuu. Tepanus
MOKET BbI3bIBAaTh TaKHUe OCJ0KHEHUs, KaK
rurnepKaJblAypHs, rurnepKajblieMus,
HeppOKaJbLHHO3 U FUIlepnapaTUpeos.

PaxuTonojo0Hble 3a00JieBaHUS 4Ya-
CTO CBfI3aHbl C MYTallUIMU B TaKUX IeHax,
kak PHEX, FGF23 v ppyrue, peryjvpyroljue
obmeH ¢ocdaTtoB. Haubosiee pacmnpocTpa-
HEéHHaa ¢popMa — cleneHHbIH ¢ X-XpoMo-
comoi runodochaTeMUYEeCKUH  PAXUT
(XLH), cBsi3aHHBIA C MyTaluMsMU TeHa
PHEX. CyiiecTByeT ILMPOKUU CIIEKTP reHe-
TUYECKUX MyTaluul 6e3 YETKOM CBA3U
MeX/ly TeHOTUIIOM U GeHOTUIIOM, YTO yKa-




