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Pe3ome. B cratbe mpuBeneHB! pe3ysibTaThl HAOMIONEHUS 3a MAalMEHTaMU C He(pormaTHUECKUM
UCTUHO30M. M3ydeH KaTamHe3, MpOaHaJM3UPOBAHBI BO3PACT HA MOMEHT 1e0l0Ta M YCTaHOBIICHUS
JMarHo3a, TaHHble OMOXUMHUYECKOT0 aHalIu3a KPOBH, 001Iero aHanmu3a Moun, pacyetHass CK® no IlIBapiry,
CYTOYHBIM O€JIOK M TJI0KO3a MOYM, KHCJIOTHO-OCHOBHOE cocTosiHue, pe3ynbratsl Y3 MBC mnpu
NEPBUYHOM 00CIIEI0BaHUH, BO3PACT YCTAHOBICHHS TEPMUHAIBHON CTaIUN XPOHHMUYECKOW OOJIE3HN TOYEK.

KuroueBble ciioBa: iuctuHo3, cuaapoM Pankonu, red CTNS, nucreamuH.

Resume. The article presents the results of follow-up of patients with nephropathic cystinosis.
Catamnesis was studied, age at the time of manifestation and diagnosis were analyzed. Biochemical blood
count, urine test, GFR according to Schwartz, daily urine protein and glucose, acid-base status at the time
of initial examination were evaluated. Results of ultrasound examination of the urinary system at the time
of initial examination, age of establishment of the terminal stage of chronic kidney disease were analysed.

Keywords: cystinosis, Fanconi syndrome, CTNS gene, cysteamine.

AkTtyaabHocTh. Hedpomnatuueckuit muctuno3 (HI[) — penxoe ayTocomHoO-
pelieccuBHOE 3a00JIeBaHUE, XapaKTEPU3YIOIIEeCs HAKOIUICHUEM KPHUCTAIJIOB IIUCTHUHA
BHYTPU  JIM30COM W CONPOBOXAAIOWIEECS  MOPOTPECCUPYIOIIUM  MOPAXKECHUEM
WHTEPCTULIMAIBHON TKAHU MOYEK C MCXOJOM B XpoHHUYecKyr Oosie3nb mouek (XbBII) B
nerckoM Bo3zpacte. HII — ogHa u3 Hanbosiee yacThIX HACJIEICTBEHHBIX MPUYKUH CUHIIPOMA
®ankonu (COD) [1].

Yacrora Bctpeuaemoctu HI cocraBmsger 0,5-1:100000—200000 KMBOPOKIECHHBIX.
Bcero B mupe 3apeructpupoBano okojio 2000 nmamuentoB ¢ HII, npu stom netu ¢ HII
cocTaBisaoT 1-2% Bcex ciyuaeB TepmuHanbHol XbBIT (TXBIT) [3].

OcnoBHas npuunHa HI] — 310 MmyTanuu B rene CTNS, KapTUPOBAHHOM Ha XpOMOCOME
17p13 m KoaMpYIOLIEM CUHTE3 MPOTEHHA HUCTUHO3WHA, SABJSIOLIETOCS JIN30COMAIIBHBIM
TpaHCIOPTEPOM LUCTUHA. B pesynbrare nedexra TpaHCcmopTa IUCTUHA OT JIM30COM K
IUTOILIA3ME MPOUCXOUT aKKYMYJISLIMS [IUCTUHA B TU30COMAaX KJIETOK, CHUKEHHUIO IUCTUHA
Y ACTEWHA B IUTO30JI€, YTO MMPUBOJUT K MOBBIIICHUIO MPOIYKIIMN PEAKTUBHBIX PAIUKATIOB
KHUCJI0pO/1a, BeI3bIBaeT ucromenue AT® u crumynupyer anontos [1].

CymectByeT 3 KIMHUYECKHUE POPMBI IUCTHHO3A:
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* Undantunsueiit HI[ — BcTpewaercs y 95 % marueHnToB, Hanbomnee Tsokenas popma
[UCTUHO3a, TaK KaK CUMIITOMBI BOZHHKAIOT HA IEPBOM T'O/ly KU3HU;

* lOBenunbubiii HI[ — Menee Tsxenas gopma, Tak kak 3a0ojieBaHuE JEOIOTUPYET B
MOAPOCTKOBOM BO3PACTE;

* O¢dranbmMosIOrHYecKuit (HeHedponaTuueckuit) HHUCTUHO3 — penKo
JTUArHOCTUPYETCS 10 JOCTHXKEHHUsS 3pesioro Bo3pacTta, NpW JaHHOW (opMe IUCTUH
HaKaIJIMBaETCs TOJBKO B poroBuiie [1].

Knuanaecku HIL nposiBnsiercss CD, KoTophlil BKiIOYaeT B ce0si MeTa0OJIMUECKUN
anuI03, aMUHOALUIYPUI0, TPOTEUHYPHUIO, TIIIOKO3YpHI0, (pochaTyputo, runodocdaremMuro,
TUNOKAIMEMHUIO,  TUINOHATPUEMHUIO, TUMOYPUKEMUIO,  MOJIUYPUIO,  PAXUTHUYECKHUE
nedopmannn koHeuHoCcTel. Takxke y nereit HabMoAar0TCs 3aJepKKa TEMITIOB (PU3HUUECKOTO
Pa3BUTHUS, MBbIIIEYHAs] TUMOTOHUS, HEPPOKAIBIIMHO3, CHUXKEHHE OCTPOTHI 3pEHUs,
CBETOOO0SI3Hb, MOPAXKEHUE HHIOKPUHHBIX OpPraHoB (TUIOTUPEO3, CaXapHbIA [ualeT,
TUTIOTOHAINU3M) [2].

OcHoBHbIMH MeTOAamMu AuarHoctuku HII sBnstoTcs:

1. Knuanyecko-aHaMHECTHYECKHI METOJI C OILEHKOM TEMIIOB (HU3UUYECKOTO
Pa3BUTHUS, BBISIBJICHUEM JieopMalinii CKeleTa, MOJUIUIICUN U TTOJTUYPUH;

2. OcMoTp o¢TanbMoiOora C TOMOIIBIO IIEJNEBOM JIaMIbl IS OOHAPYKEHUS
KPUCTAJIOB IUCTUHA B POTOBHIIE;

3. JlabopaTopHblid  MeTOA Uil  OOHApy>XeHUs TJIOKO3YpUU, MPOTCUHYPHUH,
dbocdarypuu, runodocharemun, MeTabOIUIECKOTO AIU03a;

4. YpTpa3ByKoOBOE UcCCe0BaHuEe (Y3U) MOUYEK, MOUYEBOTO IMY3bIPS JJIsl BBISIBJICHUS
He(poKaNbIIMHO3a, YPOJIUTHA3A;

5. Pentrenonoruyeckuit Meron: OOHapyX eHHE KOHKPEMEHTOB, OIlEHKa KOCTHO-
CYyCTaBHOIO anmnapara npu HaIu4uu aedpopmanui;

6. MoekyJIsipHO-T€HETUYECKUN METO/I;

7. OnpeneneHue NUCTUHA B JEHKOLMTaX KPOBU C MOMOIILIO BHICOKOA(D(PEKTUBHON
AKUJKOCTHOU XpoMoTorpadun/mMacc-CrieKTPOMETPHH.

Jleuenne HII BxirodaeT anekBaTHYH PETHAPATALMIO, BHICOKOKAJIOPUUHYIO IHETY,
MPOAYKTBl C BBICOKMM COJ€pKaHUEM Kanus, Kanblus U ¢ochopa, KOPPEKIUIO
MeTaboIn4eckoro anuao3a u paxura. Crneuuduyeckas tepanus HIl npennonaraer npuem
npermapara, CojJepsKaIero MucTeaMut OuTapTpar. Jleuenue HaunHaeTCs ¢ HU3KO0# 10361 0,2
r/M?/CyT, IIpH XOPOLIEH IIEPEHOCUMOCTH CJIEAYET IIOCTEIEHHO YBEINYUBATh 103y B TCUCHUE
4—6 menmens 10 nenesoit 1,30 r/m?/cyT (uis nanuenTos 10 12 et) u 2 r/cyT (1714 NanueHToB
crapuie 12 ner). PanHee Ha3HaueHUE UCTEAMUHA CIIOCOOCTBYET COXPAHEHUIO MOYEUHBIX
(GyHKIUH, MpenoTBpallaeT 3KCTpapeHaIbHbIE MOPAXEHUS OPraHOB W YJIy4lllaeT BeECO-
pOCTOBBIE TMOKa3arenu. JJis pacTBOpEHUS KPUCTAIIOB I[UCTHHA B POTOBHUIIE MPUMEHSIOT
Karuu, coaepxkainue mucteamud (0,5% ne menee 4 pas/cyt). [Ipu HII B TXBII BeimonnsieTcs
TpaHCIUIAHTAIMsS TOYKH, pu 3ToM C®O HUKOrJa HE PElUIUBHPYET B TPAHCIUIAHTATE, a
BBISIBJICHUE KPHUCTAUIOB IHCTUHA B TOYEYHOM TKAHU OOBICHAETCS UX 3aHOCOM
JnedKonuTaMu U Makpodaramu Xo3siuHa. JleueHue MUCTEaMUHOM TOCJIE€ TPAHCIUIAHTAIluU
MOYKUA JOJDKHO TPOJOKATHCA C UEIbI0 KOPPEKIUMU HKCTPAPEHANBHBIX MPOSBICHUN
UCTUHO3A [2].
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Heab: nmpeacTaBUTh F€HETUYECKUE, KIMHUYECKHE U JaOOpaTOpHbIE OCOOEHHOCTH
HII, xoTopble MOTYyT OBITh HCIOJB30BaHbI IS CBOCBPEMEHHOM JIMarHOCTUKHU JaHHOMU
MATOJIOTHH.

3anayu:

1. U3yunth kaTamue3 nanueHTos ¢ HLI.

2. IIpoananu3upoBath BO3pACT HA MOMEHT Je0r0Ta 3a00JieBaHUSI M IMOCTAHOBKHU
JIMarHos3a.

3. OueHuTth 1a00paTOpHBIE MOKA3aTEIN HA MOMEHT MEPBUYHOTO 00CIIEIOBAHUS U B
nuHamuke, pe3ynbTaTtsl Y31 moueBbienurensHoi cuctemsl (Y31 MBC).

Marepuansbl u Metoabl. B nccienoBanue BkiItoueHsl Bce nanueHThl (n=4) ¢ HII,
HaOmoaasmuecs Bo 2-I'JIKb r. Muncka ¢ 2004 roga. IlpoananuzupoBaHbl Bo3pacT Ha
MOMEHT [J1€0I0Ta M yCTaHOBJIEHMsI JUArHo3a, AaHHble OMOXMMHUYECKOTO aHallu3a KpPOBU
(BAK), obuiero ananusza moun (OAM), pacueTHasi CKOPOCTh KIIyOOUKOBOM (pruibTpanuu
(pCK®) o popmyine lBapiia, cyrounsiii 0enok (Pt) 1 riroko3a Moun, CyToOYHAs SKCKpEIus
ANEKTPOIUTOB, KHUCIOTHO-OoCHOBHOE coctosinue (KOC), pesymbrarel Y3 MBC npu
nepBuYHOM oOciegoBanuu. OOpaboTKa JaHHBIX BhionHeHa B Statistica 10,0 u Excel. [1pu
ONMCAHUH KOJIMYECTBEHHBIX JAHHBIX HCIOIb30BAINCH MennaHa (Me) 1 MHTEepKBapTUIIbHBIN
pa3max (25%—75%), kauecTBEHHBIX MOKa3aTeneil — konuuectna (n) u gomuu (%).

Pe3yabTathl m ux oo6cy:xknenue. Bece 4 nanuenrta (3 neBouku u 1 manpuuk) 0e3
OTSTOIIEHHOT0 HACJIEICTBEHHOI0 aHaMHe3a uMmenu nHanTwibHyo popmy HII. IlepeivMu
nposiBieHusiMu 3a0oneBanusi B Bo3pacte 7,5 (4,0-13,0) mecsiueB y 3/4 nereit ObLn
n3meHenuss B OAM B Buze Pt (0,284 (0,115-0,45) r/n) u rmroko3ypuu, y 1/4 — nonuypust u
MOJIUJIUIICHSA, Y BCEX IMAlMEHTOB OTMEYallach 3a/ep’kKKa TEMIIOB (PU3UUYECKOTO PA3BUTHUS

(puc. 1).

B O4YCHb HU3KOC, JUCTAPMOHUYHOC

B 04CHb HHU3KOEC, FTApMOHHYHOEC, 3aJICP>KKA POCTA

Puc. 1 - OLICHKa (I)I/I3I/I‘-IGCKOI‘O Pa3BUTHSA MMALITUCHTOB

[Tokazarenn BAK m pCK® mno IlIBapny y Hammx NHanuMeHTOB NPEACTABICHBI B
tabsuue 1.
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Ta6u. 1. [Toxazarenu BAK u pCK®, Me (25 — 75%)

[Tokazarens 3HaueHue
Kpearunun 65,0 (22,9-91,0) MxMouIB/IT
MoueBuHa 4,4 (2,4-8,0) MMOJIB/TT
Kanpuuii 1,9 (1,1-2,5) mmomn/a
Ddocdhop 0,8 (0,5-1,3) Mmoab/1
[enounas pocdaraza 1050 (385-1886) En/n
Kammit 3,5 (2,9-4,1) Mmmoab/a
Harpuii 133 (130-137) mMounb/n
Xsopuibt 106,5 (104-109) mmons/n
pCK® 56,7 (30,0-103,0) mu/mun/1,73 m?

Heob6xonumMo OTMETHUTH, UTO OCHOBHbIMU H3MeHeHHs B BAK Obutn moBbllieHHE
menouyHod  Qocdarazpl, runokanbliemMus u - runodocdareMusi, THUIOKATUEMHUS U
TUIIOHATPUEMUSI, KOTOPBIE SIBIISIIOTCS JJabopaTopHbIMU kpuTepusimu CO.

VY Bcex nanuenTtoB no pesynbTataM KOC yctanoBineHn metabonnueckuit annnos: pH
7,35 (7,3-7,41), BE -7,5 (-12,4—-3) mmonw/n, HCO3- 18 (12,7-21) mmons/n. CyTouHas
skckpenust Pt, rmroko3sl, kameuus, (ocdopa, kamus, HATpUs, XJIOPUIOB C MOYOU He
npeBblaia pedepeHTHbIC 3HAUCHUSI.

I[Ipu mnepsom VY3U MBC vy 1/4 nanueHTa YCTaHOBJIEH JBYCTOPOHHUI
Hepokanbiuuo3. W3 comyTcTByrome mnaroigorun y 1/4 pebGeHka QuarHOCTUpPOBaHA
nuctpodus porosuilsl, y 2/4 — nepopmaruu ckenera (O-o0pa3Hble HUKHUE KOHEUHOCTH,
paxUTUYECKHUE YETKU Ha pedpax, BOPOHKOOOpa3Has rpyaHasi KJIeTKa).

Ha ocHoBanuu xajio0 U KIMHUKO-JIA0OPATOPHBIX JAHHBIX BCEM IMAallMEHTaM ObLI
BbICTaBlIecH auarHo3 C® W Ha3HA4YeHO CHUMIOTOMATHYECKOe JieueHue. OQHAKO paHHUU
Nne0I0T, MOPAKEHNE HECKOIBKUX CUCTEM, MPOTPECCUPOBAHNE HApYIIEHUS] PYHKIIHUM MOYEK
Mpu JaJbHEHIIEM HaOII0IEHUH TMO3BOJIWIM MPEANOI0XKUTh HACIEIACTBEHHBIM XapakTep
3a007€BaHMS U PEKOMEHI0BaTh MPOBEACHUE TEHETUYECKOTO UCCIIEAOBAHUS.

VYV 3/4 nauumeHTOB OOHapy’K€Ha TroMO3UroTHas MyTanuss B reHe CTNS, d4To
noaTBepauio nuarno3 HI, y 1/4 pedenka HI BeicTaBien B 13 neT mociie oOHapyKeHUs
KPUCTAJUIOB LIUCTHHA B poroBuile. TakuM o0pa3om, Bozpact nocranoBku HII cocraBun 8
(3—15) ner.

N3 cneunduueckoil Tepanuu 2/4 mauveHTOB MOJMy4Yald LUCTEAMUH BHYTpb, 3/4 —
rJIa3HbIE Kallid, cojepikamue uucreamuH. Y 3/4 nereit k 8 (8—12) rogam ycTaHOBIEHA
TXbBII ¢ nocneayronielt TpancmianTamnueit nouku B 9 (9—16) ner.

BobiBOaBI:

1. Bo3pact ae6rota HII coctaBun 7,5 (4,0—13,0) mecares, mocTaHOBKH JUarHo3a — 8
(3—15) ner.

2. YV Bcex mnamueHtoB B jgeOtore HIL mo pesyasratam KOC ycraHoBieH
MeTaboanu4Yeckuil anuao3, 3/4 manueHTa UMeENId MOYEBOW CHHAPOM (NMPOTEUHYPHUS U

722
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rioko3ypus B OAM).

3. ¥V 3/4 naumentoB HI| mnoxarBepxaeH 1Mo pe3yibTaTaM TI'€HETUYECKOTO
TecTUpoBaHus, y 1/4 — mociie 0OHAPYKEHUSI KPUCTAIIIIOB IIUCTUHA B POTOBUIIE.

4. 'V 3/4 pereii k 8 (8-12) romam ycranoieHa TXbBII ¢ mocnenyromniei
TpaHCIUIaHTaruen moyku B 9 (9-16) ner.

Pannuit ne0roT 3a001€BaHus, HAIMUKUE KIMHUYECKUX U JTaOOPATOPHBIX MPU3HAKOB
C®, BO3MOXKHOCTh MPOBEACHUS T€HETUYECKOTO TECTUPOBAHUS MO3BOJISIET CBOEBPEMEHHO
ycTtaHoBUTH quarHo3 HII, HazHauuTh cnenu@uyeckyro Tepanuio, TEM CaMbIM 3aMeJIUTh
nporpeccupoBanre XbII u o0ner1uTs CUMITOMBI CO CTOPOHBI OPTAHOB 3PEHUS.

Jlutepartypa

1. HacnencrBennsie 60ne3nu mouek y neteii / H. 1. CaBenkosa [u ap.]; mox pex. H. /1. CaBeHKOBOIA.
- CI16.: OO0 «M3narensctBO «Jlema. Cankr-IleTepOypr», 2020. — 440 c.

2. lluctrHO3: maToreHe3, KIMHUYECKHE MposBieHus u teuenue / H. B. Uebotapesa, A. H. L{pirus,
H. M. Bynanos u np. // Knuanueckas ¢papmoxomnorus u Tepanust. — 2021. — Ne 30 (1) — C. 80-88.

3. Nephropathic cystinosis: an international consensus document [Electronic resource] / E.
Francesco, G. Nesterova, C. Langman et al. // Nephrol Dial Transplant. — 2014. — 29 (Suppl 4). — iv87—
iv94. —Mode of access: https://pmc.ncbi.nlm.nih.gov/articles/PMC4158338/. — Date of access: 27.05.2025.



https://pubmed.ncbi.nlm.nih.gov/?term=%22Nesterova%20G%22%5BAuthor%5D
https://pubmed.ncbi.nlm.nih.gov/?term=%22Langman%20C%22%5BAuthor%5D

