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CJYYAN HEMHBA3UBHOUI /INUATHOCTUKU
HE®POHOM®THU3A Y PEBEHKA

YO «Benopycckui zocyoapcmeennviii MEOUYUHCKUU YHUBEPCUMEM >

Hegpornopmuz — aymocomno-peuyeccuenoe Kucmosnoe 3abo./ieeanue nouex, sieisioueecs
camou uacmou cpedu Kucmo3nvlx 60Jle3Hell NOUeK 2eHeMmuUUeckozo NPOUCX0KOeHU NPULUHOU
MePMUHATLHOU CAOUU XPOHUYECKOU NOUeUHOU HedOCMAmoOUHOCU U J1eMAbH020 UCX00d 6 603-
pacme 0o mpudyamu iem. B cmamve wupoko npedcmagien unmepecuvill KAUHUYECKUL CAY-
Yau HeuHB8aA3UusHOU UAZHOCTMUKY HedhpoHopmusa y nayuenma namuaduyamu aem. [Juaznosd 6vii
BbICNABIIEH HA OCHOBAHUU OAHHLLX AHAMHE3d, Pe3yabmamos KAUHUYECKUX, LAOOPAOPHBLX,
UHCMPYMEHMATOHBLY U MOJEKYAAPHO-2EHETMUYECKUX Mem0od08 ucciedosanutl be3 nposedenu s
buoncuu mKanu NOUKU.

V3 evisi6uno dughpysnvie usmenenus 6 napenxume, KUCmvl 00eux NoUex, CHUXeHue UHMeH-
cusHocmu Kpogomokxa 6 napeunxume obeux nouex. OCHOBHLIM MeMOIOM, NOIBONUGUUM NOO-
meepdumv HMD, cman mMorekyisipHo-zeHemuueckutl, Komopulii N0 CPAGHeHUo ¢ buoncuet. mKanu
NOUKU MAJIO UHBA3UBEH, YO npednoumumenvuee 015 NeOUAMPULECKUX NAUUECHMOS.

Karoueswie crosa: negpponopmus, kaunuueckuu cayuai, zen NPHPT.

1. A. Kazyra

A CASE OF NON-INVASIVE DIAGNOSTICS
OF NEPHRONOPHTHISIS IN A CHILD

Nephronophthisis is an autosomal recessive cystic kidney disease, which is the most common
among cystic kidney diseases of genetic origin the cause of end-stage chronic renal failure and death
before the age of thirty years. The article widely presents an interesting clinical case of non-invasive
diagnosis of nephronophthisis in a fifteen-year-old child. The diagnosis based on anamnesis, clinical
data, and results of laboratory, instrumental and molecular-genetic methods of examination.

Ultrasound revealed diffuse changes in the parvenchyma, cysts of both kidneys, a decrease
in the intensity of blood flow in the parenchyma of both kidneys. The main method that made
it possible to confirm NF was molecular genetic, which is less invasive compared to kidney tissue
biopsy, which is preferable for pediatric patients.

Key words: nephronophthisis, clinical case, gene NPHP1.

H edpoHodTH3 (HP) - TyByAOMHTEPCTULIMAABHOE
3aboneBaHWe NoYEK C ayTOCOMHO-PELLECCUB-
HbIM TUMOM HaCAEAOBaHMSA 1 YaCTOTON BCTPEYaEMOCTU
1:50 000-1 000 000 HoBOpOXAEHHBbIX (ORPHAGS5).
H® aBasietcs camon uactor (10-25 %) Hacaep-
CTBEHHOM MPUUNHOM TEPMUHAABHON CTaAMM XPOHU-
yecKom noYyeyHomn HepocTatouHocTu (TXIMH) y aeTen
M NOAPOCTKOB. B NepeBOAE C rpeyeckoro «<HedpoHo-
$TU3» 0O3HAYaEeT «pacnap, MCYe3HOBEHWE HEDPOHOB,
noyeyHaa AereHepaums». BblAeAftoT NepBMYHbIN
MAMONATUYECKUIM N BTOPUYUHBIN (MPWU FTEHETUUYECKMX
CUHAPOMax) HedpoHodTH3. HO B pamkax Hacaea-
CTBEHHbIX CMHAPOMOB MOXET coyeTaTbcsi ¢ GPUbpo-
30M MeYeHu, AereHepaLlment ceT4yaTku, rmnonrasnen

yepBs MO3XeUyka, aHOMaAUSMW CKEAETA, IKTOAEP-
MaAbHOW AMCMAA3UEN, MOPOKAMU PA3BUTUA TONOB-
HOr0 MO3ra, HEBPOAOTMUYECKMMMU HaPYLUEHUAMM.
B MexAyHapoAHOM CTaTUCTUUYECKOW KAaCCUPUKALIMM
6one3Hel 1 NPobAeM, CBA3AHHBIX CO 3A0POBLEM X Ne-
pecmoTpa, HO paccmatpumBatoT B noakaacce Q 61.5
(MEAYAAAPHBIA KUCTO3 MOYKM, rybuatocTb MOUKMK)
WAM B KAAcCax M MOAKAACCaxX COOTBETCTBYHOLLMX Ha-
CAEACTBEHHbIX CUHAPOMOB [1, 2].

Brnepsble B 1945 r. Smith C. n Graham J. npea-
CTaBUAW KAMHUYECKOE HAOAIOAEHWE TSXEAOW aHe-
MUK Yy pebeHKa C BPOXAEHHbIMU MEAYAASPHBIMMU
KUCTaMK, a 0 reHeTuyeckon npupoae HO (mytaums
B reHe NPHP1) ctano n3ectHo B 1997 r., no3aHee
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OblAa MOATBEPXAEHA pPOoAb 20 TreHoB, KOTOpble
ABASIFOTCA MOHOT€HHOM NMPUYMHON U3OAUPOBAHHOIO
H®. Hanbonee uacTo BCTpeuaoTcs MOHOTEHHbIE My-
Taumm NPHP1 (20-62 %, N0 HEKOTOPbIM AAHHbIM
A0 93 % cayuaeB), mytaumm NPHP3 cocrtaBasitoT
2,3-5,7 % (po 15 %), a NPHP4, NPHP7, NPHP9 re-
HOB yCTaHaBAMBAOTCA peAKko. HecmoTps Ha ycnexu
MOAEKYAAPHON reHeTnkun, B 40-50 % cayyasx HO
N TeHEeTUYeCcKan MPMpPoAa OCTaeTCA HEPaCKPbITOW.
CornacHO COBPEMEHHOM KAACCUPUKALIMKN BbIAEASIHOT
CAeAytoLLME KAMHMYECKKUE TrMnbl HD: MHbaHTUABHBIN
(ORPHA 93591, OMIM 602088, OMIM 615382,
OMIM 604387, OMIM 613820, OMIM 614844);
toBeHWAbHbIM (ORPHA 93592, OMIM 256100,
OMIM 615382, OMIM 606966); H® ¢ no3pHUM Ha-
yanoM (tOHoLLecKui, B3pocabid) (ORPHA 93589,
OMIM 604387, OMIM 613159, OMIM 617271,
OMIM 606966, OMIM 613824) [1-3].

B 60AbLLMHCTBE CAyYaeB A0 NOABAEHWUS NPU3HA-
KOB XPOHWYECKOM MNOYEUYHOM HEAOCTATOUHOCTM (XIMTH)
MaHudecTauma HO y peTelt ocTaeTcs He3ameueH-
HOM B CWMAY HECneuudUUHOCTU CUMMNTOMOB, TaKMX
KaK aHeMusi, 3apepXXKa pocTa, 3Hypes, MOAMYpUS
n noamamncus [3]. KAMHUYECKUMU KPUTEPUSIMU HE-
dpoHODTH3a B AETCKOM Bo3pacTe aBastotcs: XINH He-
YCTaHOBAEHHOW MPUUMHbI; KAMHUYECKWE CUMMNTOMbI:
aHeMMUs, NOANYPUS, HUKTYPUS, BTOPUYHbINA SHYPES,
MOAMAMMCUS (OCOBEHHO HOUbID), MAMOMNATUUYECKAS
FMNOCTEHYPUS], CUHAPOM XPOHWUECKOW YCTAAOCTH,
MbILLEYHbIE CMasMbl U CYAOPOTH, 3aAepXKa pocTa.
HOBEHUAbHBIV HEPPOHODTU3 — camast yacTast KAMHU-
yeckas ¢opma, obycroBAeHHas MyTaumein B NPHP1
n nporpeccupyrowtan B TXINH B AeTCKOM Bo3pac-
Te. MepBble CUMNTOMbI MaHUMECTUPYIOT HE paHee
2-X AeTHero Bospacta, B 5-10 AeT NpUCOEAUHSAIOT-
CSl TUNOCTEHYPUS, MOAUYPUST U MOAMAMMCUSA, OTCTa-
BaHMEe B (U3MUYECKOM pasBuUTUKU. 10 pe3yabTaTam
Y3M opraHoB MOYEBOM CUCTEMbI HA HauyaAbHbIX
cTapmsix HO noukrM HopMaAbHbIX PAa3MepPOB, KUCTbI
BbISIBASIOTCS, Kak NMPaBuAO, NMPY Pa3BUTMM MO3AHMX
cTtapmm XMH.

AnarHoctmka HedpoHODTU3a BKAKOUAET OLEHKY
CAEAYOLLNX GAKTOPOB:

1. leHeanOrMYeckuim MeToA — MO3BOASET MPEA-
MOAOXMWTb TUM HACAEAOBaHMS (Yalle BCero 31o ayTo-
COMHO-PELECCUBHbIN BapUaHT);

2. MOAEKYAAPHO-TEHETUUECKUN METOA - C yue-
TOM reTeporeHHOCTU U HeECNELMPUUHOCTN BHEMOUEU-
HbIX KAMHUUECKMX MPOABAEHMI CUMUTAETCA «30A0TbIM
CTaHAAPTOM» AMArHOCTUKK HO;

3. Y3 nouek, ponnaeporpadusi COCyAOB MOYEK.
Kputepun pnarHoctmkm H®: 1) runepaxoreHHoCTb na-
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PEHXUMBbI MOYEK; 2) UCUE3HOBEHUE KOPTUKO-MEAYAASP-
HOM AMdDEPEHLMPOBKU NapeHXxMMbl; 3) 06bem no-
YeK B HOPME UAU YMEHbLLEH; 4) MEeAKME (OKOAO D MM,
pexe A0 10-15 MM) NOYEUHbIE KUCTbI, AOKaAU3YHO-
LMeca NPeNMyLLLECTBEHHO Ha rpaHuLE KOPTUKaAb-
HOM M MEAYAASIPHOM 30H M HEe YBEAMUMBAKOLLMECS
B AMHaMUKe. [Tpn 3TOM OTCYTCTBME MOYEUHbIX KUCT
no Y3M He pAaéT BO3MOXHOCTU UCKAKOUUTb AMATHO3,
Tak KaK 3auacTyo OHW CTAHOBATCA Pa3AMUMMbl TOABKO
B TXIMH; 5) BHENOYEYHOE PACNONOXEHNE KUCT HE Xa-
paKTepHo.

Hedpobuoncus He ABASIETCS 06A3aTeAbHbIM Me-
TOAOM AMArHOCTUKKM H®, TaK Kak rMCTOAOrMYeckas
KapTMHa HecrneuuduyHa, xapaktepmnsyercs TUMUYHbI-
MM NPU3HAKAMK XPOHUYECKOTO TyOYAOUHTEPCTULMAND-
Horo npouecca (¢p1bposa, aTPOP1M) U HE OTAMUAET-
€Sl NpuY pasamnuHbIx Tnax HO. 3auacTyto AnarHocTu-
ka H® npouncxoamt Ha no3aHmx ctapmnsax XIMH, koraa
npoBeaeHWe BMOMNCUU MOUYKM COMPSXEHO C BbICO-
KUM PUCKOM KPOBOTEUYEHUST U APYTMUX OCAOXKHEHWMN.

HedpoHodTU3 Npexae Bcero HeobXxoAnumo andde-
PEeHUMPOBaTb C APYTMMU KUCTO3HBIMU BOAE3HAMMU
noyek. OT ayTOCOMHO-AOMWHAHTHOIO MOAMKMCTO3a
nouyek (AAMM) n ayToCOMHO-peLeCCUBHOIO NOAUKU-
cto3a noyek (APIM) HedpoHOPTMU3 OTAMYALIOT Xapak-
Tep NOYEYUHbIX MU BHEMOYEUHbIX MPOSIBAEHUI, KapTu-
Ha Y3W (06bem noyek, AMameTp U AMHaMUKa pocTa
KKCT), Bo3pacT passutna TXIMH, a Takxe mMytaumu
B reHax npu NPOBEAEHUU MOAEKYASPHO-FEHETUYE-
ckoro obcnaepoBaHus. B 86-96 % cayuae AAMM
BbI3BaH MyTauusimu B reHe PKD1 Ha 16-i xpomoco-
Me, KOTOPbI KOAMPYET BEAOK MOAMLMCTUH 1; 6OAb-
LLUMHCTBO OCTaAbHbIX CAy4aeB CBfA3aHbl C MyTaLMen
B reHe PKD2 (koaMpyeT NOAMLMCTUH 2) Ha 4-i Xpo-
Mocome. B cBoto ouepepb anarHo3 HO noarsepx-
ApaoT mytaumuun B 11 reHax (NPHP1-NPHPO, NPHP11,
NPHP1L), npuBoASiLLME K MOBPEXAEHUIO CTPYKTYpPbI
6eAKOB HEDPOLMCTUHOB U MHBEPCUHA, Pa3BUTUIO
UMAMONaTUK (MBMEHSAS CTPYKTYPY M GYHKUMIO nep-
BUYHOM PECHUYKM) KAETOK KaHaAbLEB HeDPOHa.

KoHcepBaTtuBHOE AeveHne HedpoHODTU3A Y Ae-
TEN CBOAMTCA K CTaHAApTaM BEAEHWS MauMeHTa
XPOHUYECKOM MOYEUYHOM HEAOCTATOYHOCTbI. PucK
peunanBa HO nocae TpaHCNA@HTALUKU MOYKKU HU3-
KWW, OAHAKO, BHEMOYEYHbIE CUMMTOMbI MOTYT MpPO-
rpeccuMpoBaTb HE3ABUCHUMO OT BbIMOAHEHHOM TPaHC-
NAa@HTaLMK NoYkmM [1-71.

KamHuueckoe HabaropeHme. AeBouka A. 15 aet
obpatuaach K neanaTpy ¢ xanobamu Ha 6OAK B XU-
Bote (c 07.2019 r.). Mpu npoBeaeHun Y3UN opraHos
mMoueBor cuctembl (OMC) 6biIAM BbISBAEHbI U3Me-
HEHWUS B BUAE 2 KUCT NPaBOM MOYKM pasMepammu
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5/10x12 mm. B obwem aHanmse kKposu (OAK) otme-
yanacb aHeMuWs], HapacTawulas Ha GoHe npuema
npenapaToB Xeae3a, B OMOXMMUUYECKOM aHaAn3e
KpoBu (BAK) - MnoBbllLeHWE YPOBHEN KpeaTUHWHA
A0 10° MKMOAbB/A, MOYEBMHBI AO 7,2 MMOAbL/A (HOpMa
Aabopatopun A0 6,3), xonecTepuHa A0 6,06 MMOAb/A.
Co cAoB MaTepU M3MeEHeHWW B obLLuemM aHaAuse
mMoun (OAM) paHee He bbin0. KOHCYABTMpPOBaHa ypo-
AOTOM, MO peKoMeHAaumn Bbina NpoBeAeHa AMHA-
Muyeckas HedpocumHTurpadusa (AHCT) B 09.2019 r.:
HaKOMUTEABHO-BbIAEAUTEABHAS GYHKLIMA NOYEK Hapy-
LLIEHa MO TUMY «BSIAOTO IOAOKa». BbiCTaBAEH AMArHoO3
«XIMH HesACHOM 3TMOAOTUKU» M HAa3HAYEHbI: MEHTOKCH-
OUANMH, XODUTOA, NpenapaTtbl xeneda. B 10.2019 r.
KOHCYABTMPOBaHa HEePPOAOrOM C PEKOMEHAALMS-
MW rocnmutasm3aummn B HEGPOAOTUUECKOE OTAEAEHNE
Y3 «2 TAKB» 1. MMHCKa C LeAbHO YTOUHEHUA AMarHo3a.

B 10.2019 r. nepBoe ctauuoHapHoe obcaepo-
BaHue B Y3 «2 TAKB» . MuHcka. Poct - 162 cm
(10-25 %), macca tena - 43 kr (3-10 %). PesyabTa-
Tbl AABOPATOPHO-MHCTPYMEHTAAbHBIX METOAOB 0b6CAe-
poBaHusa: OAK (Op. - 3,57x10%2A, Hb - 104 /A,
CO3 - 14 mm/u); BAK (KpeaTUHUH — 139 MKMOAb/A,
MOuYeBUHA - 7,7 MMOAb/A, Fe - 11,1 MKMOAb/A,
depputMH - 11,7 MKI/A), CKOPOCTb KAYOOUYKOBOM
dunstpaumnn (pCKO) 40-49 ma/muH; OAM - 6e3 na-
TOAOTMM; CYTOUHAsA NPOTEUHYPUS, aAbOBYMUHYpUs
B HOpMe; Npoba Ha KOHLUEHTPaLMIO (YAEAbHbINA BEC
o1 1008 po 1014); KOC - 6e3 natonoriu; Y3 OMC -
BbIPaXEHHOE CHUXXEHWE MHTPapPEHAAbLHOIO KPOBOTO-
Ka MoYeKk M KUCTbl 0beunx novek (1 KMCTa B NpaBow
MoyKe pa3amepom 7,9%6 MM, 2 KUCTbl B AEBOM MOYKe
11x13 MM 1 5,9%4,6 mm); CMAA - apTepuanbHas
runeptensun (Al He 3apeructpuposaHa; Y3U OBl -
neYyeHb, XEAUHbIN My3bipb, MOAXKEAYAOUHAS XeAesa,
cene3eHKa 6e3 BUAMMbIX 3XOCTPYKTYPHbIX U3MEHE-
HU. KoHcyAbTMpOBaHa reHetukom B PHIIL, «MaTtb
N AUTS», B3SITbl aHaAM3bl. KAMHUUYECKUIM AMArHO3:
MOAMKMCTO3 MOoYEK, ayTOCOMHO-AOMUHAHTHbINA TWM,
C HapyLLeHMeM napuUmanbHbIX GyHKUMK noyek. OKca-
AaTHas KpuUctannypus. XXenesopedbuumtHaa aHeMuUs
AErKow cteneHu. Aeduunt maccbl Tena. HazHaueHo
AEUYEeHME: npenapatbl XeAe3a BHYTPb M3 pacyeta
200 Mr/cyT. N0 sAeMeHTapHOMY XeAesy - 1 mecsu,
3atem - 100 MI/cyT N0 3AEMEHTAPHOMY Xenesy —
2 mecsua.

lMoBTOpHaA rocnuTaaMsaumMsa CcocTosiAacb B
01.2020 r. Pe3ynbTrathbl AabOpPaTOPHO-MHCTPYMEHTaAb-
HbIX METOAOB obcaepoBaHust: OAK (Jp. - 3,53x1012 p,
Hb - 88 /A, CO9 - 8 mwm/u); BAK (MoueBuMHa
9,1 MMOAb/A, KpeaTuHUH - 140 MKmoAb/A, Fe
13,8 mkmonb/A); KOC (6e3 naTtonoruun); pCKD
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46-50 MA/MUH; BbIPaXXeHHOE CHUXEHWE KOHLEHTPa-
LUMOHHOM OYHKUMM Nouyek (yaenbHbi Bec oT 1012
A0 1015); OAM - 6e3 naTtoAoruu; cyToyHasa npoTeu-
Hypwusi, anbbymMrHypusa B Hopme; Y3 OMC: anddys-
Hble U3MEHEHMA B NapeHxume 0b6enx Mnouek, K1c-
Tbl 06enx nouek (o1 4,5 p0 13 MM B AMaMeETPE);
no CMAA Al He 3apeructpupoBaHa; Y3U OBIT -
NaToAOrMM HE BbIABAEHO. KAMHWUUYECKMA AMArHO3:
MOAMKMCTO3 MoYeK, ayTOCOMHO-AOMUHAHTHBIN TWM,
C HapylleHUeM napumanbHbiX GYHKLUK novek. Xe-
Ae30AedULMTHAA aHeEMUSA cpeaHen cTenenn. Aedu-
uuT Macchl Tena. OT npoBepeHuss Hedbpobuoncum
NMPUHATO PeLLEHNE BO3AEPXKATbCS, PEKOMEHAOBAHO
YTOUHWUTb PE3yAbTaTbl FEHETUYECKOTO MCCAEAOBAHMS.
lNoka3aHO NPOAOAXKEHUE MpPUEMA NpPenapatoB Xe-
Ae3a BHYTpb M3 pacyeta 100 mr/cyT. N0 3AEMEH-
TapHOMY Xenesy — 3 mecsua; GoAMeBas KUCAOTa
no 1 mr 2 pasa B AeHb BHYTpPb — 3 Mecsila.

B 01.2020 r. ambyraTOPHO NPOBEAEHO FEHETU-
yeckoe obcrepoBaHME B «MeAMKO-TEHETUUYECKOM
LEHTPE MMEHU akKapeMuka boukoBa» I. MockBea,
NMOWMCK NaTOreHHbIX BapMaHTOB HYKAEOTUAHOM MOCAE-
AOBaTEAbLHOCTH, aCCOLUMUPOBAHHbIX C HACAEACTBEH-
HbIMM dopmammn HD, NnOAMKUCTO3a MoYek, runep-
OKCaAypuK, a TakXe C APYrMMKU HAaCAEACTBEHHbLIMMU
3aboneBaHUAMMU CO CXOAHBIMU GEHOTUMUUYECKUMMU
NPOSABAEHUAMU. 3aKAIOUEHUE: 3HAUYUMbIX U3MEHE-
HWIA, COOTBETCTBYHOLLIMX KPUTEPUAM NMOUCKA, HE OBHa-
PY>XEHO.

B 05.2020 r. KOHCYAbTMPOBAHa reMaToAOroOM
B PHIL, AeTCKOM OHKOAOTMU, FEMATOAOTUN U UMMY-
HOAOTMM C PEKOMEHAALMAMM MPOAOAXKNUTL AAAbHEN-
LUYIO TEPANUIo Npenapatamu Xeaesa BHYTPUBEHHO.
B 05-06.2020 r. poeBOYKa NOAyYMAQ KypC Tepanuu
depuHXeKToM. ocAe OKOHYAHMA AeYEHUS YPOBEHDb
HB 93 /A, CbIBOPOTOUYHOTO Xene3a 22,3 MKMOAb/A.
MoBTOPHO KOHCYABTMPOBaHa rematonorom B 07.2020 T,
C PEKOMEHAALMSAMU PELLEHMA BONPOCa O HagHaue-
HUU PEKOMOMHAHTHOIO 3PUTPOMNOITHHA.

B 07.2020 r. noBTOpHasa rocnutaAM3aums B He-
dponornueckoe otaeneHue. Pesyabtatbl obcnaepo-
BaHuA: BAK: noBbilleHWE YPOBHA KpeaTWUHWHa
A0 180 MKMOABb/A, MOYEBKHbBI A0 10,7 MMOAb/A, Fe —
13,4 MKMOAb/A, eppUTUH - 149,2 MKI/A, CHUXE-
Hue pCKD a0 34 ma/MuH; OAK (3p. - 2,98x1012 4,
Hb - 90 r/aA, CO3 - 12 mm/u); OAM - 6e3 naTono-
run; KOC - 6e3 naTtoAormu; cyTouHas npoTenHypus,
anbbyMuHypus B Hopme; no CMAA Al He 3aperu-
cTpupoBaHa; Y3 OMC - AudPy3Hble U3MEHEHUSA
B napeHxnme obeunx mnoyek, KUCTbl 0Benx mnouek
(o1 4,5 po 13 mm B anamertpe); Y3U OBl - natono-
r'MK He BbIIBAEHO. AMarHo3: XpoHuyeckas 60Ae3Hb
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noyek C3A1 kak mncxop BAMC (BpoXAEHHOW aHo-
MaAMM OPraHoOB MOYEBOW CUCTEMbI): MOAMKMCTO3a
noyek. AHEMUSA CPEeAHEN CTENEHN CMELLIAHHOTO re-
He3a. AeduumMT Mmacchbl Tena. Ha poHe reueHua npe-
napatom pekoMOUHAHTHOrO 3PUTPONO3TUHA B AO3€E
no 2000 ME 2 pasa B HEAEAID MOAKOXHO YPOBEHb
HB noBbicuaca Ao 120-124 /A, nocAe 4ero A03a
3pPUTPONO3TMHA Bbira CHUXeHa Ao 1000 ME 1 pa3s
B 2 HeAEeAM MOAKOXHO. TakXe AeBOYKa MoAyyana
npenapartbl xeAe3da B Ao3e 100mMr/cyTku per 0s, ¢o-
AMEBYIO KUCAOTY B TEUEHME 2-X HeAeAb 2 Tab. 3 p/A.

Bo Bpemsa rocnutannsaumm B 11.2020 r.: BAK:
YypOBeHb KpeaTuHWHa 187 MKMOAb/A, MOYEBU-
Ha A0 9,9 mmonb/A, pCKO® 37 ma/mMuH, Fe -
17,97 MKMOAb/A, dePPUTUH — 116,2 MKI/A, CHUXE-
Hue pCK® po 34 ma/muH; OAK (3p. - 4,13x10%2 4,
Hb -123 /A, CO3 - 12 mm/u); OAM - 6e3 natono-
run; KOC - 6e3 natoAoruu; cyTouHas npoTenHypus,
anbbyMUHYpus B HopMme; Al He 3aperMcTprupoBaHa;
Y31 OMC - Ao dy3Hble UBMEHEHUSA B NapeHXMme
0beux novek, KUcTbl 0b6emx nouek (o1 4,5 Ao 13 Mm
B Anamertpe); Y3 OBl - natoAnorMn He BbIABAEHO.
BbicTaBAeH AMarHo3: XpoHuuyeckas 60Ae3Hb NMoYek
C3A1 Kak ucxop NMOAMKMCTO3a MOYEK, ayTOCOMHO-
AOMWHAHTHOrO TUMNa. AHEMUS CPEeAHEN CTEMNEHU CcMe-
LUaHHOro reHesa. Aedmumt macchl Tena. PekomeHpo-
BaHo: anounm 2000 ME 1 pas B 10 AHEN, exeAHeB-
HO npenapatbl XeAe3a B Ao3upoBke 100 mr/cyT.,
donveBast KUCAOTa 4 MI/CyT.

K MOMEHTY CAepylolWen rocnutaAMsaumm B
05.2021 r. 6bINO NPOBEAEHO reHeTMUYeCKoe 0bcAe-
AOBaHWE B MEAUKO-TEHETUYECKOM ULeHTpe T. CaH-
®paHumcko, CLUA: B reHe NPHP1 naeHTMdULMpPOBa-
Hbl 2 NaTOrEeHHbIX BapuaHTa, CBA3aHHbIX C HEGPOHOD-
TU30M ayTOCOMHO-PELLECCUBHOIO THMNa HAaCAEAOBaHWSI.
Mpu rocnutanmnsaumum (05.2021 r.) BbIABAEHbI U3MeE-
HeHus: BAK: ypoBeHb kpeaThHUHa 187-203 MKMOAbL/A,
MoueBMHa A0 11 Mmonb/A, pPCKD - 31 mA/MuUH, Fe -
18,9 MKMOAb/A, deppUTUH - 99,2mMKr/A; OAK (Op. -
3,49x10%2 A, Hb - 107 /A, CO3 - 8 Mm/u); OAM -
CHWXEHWEe ypenbHoro Beca moum (1008); KOC -
6e3 NaToAor1m; CyTouHasa NPOTEUHYPUS, anbBYMUHYPKS
B Hopme; Al He 3apeructpuposaHa; Y3M OMC -
AMdOY3HBbIE MIBMEHEHWS B NAapeHXMMe 06enx Nnoyex,
KMUCTbl 06eunx novek (ot 4,5 oo 13 MM B AMamMeTpe);
Y3W OBl - 6e3 natorornn. CornacHO MOAYYEHHbIM
AAHHBIM BbICTaBAEH AMArHO3: XpOHUYeckasa 60Ae3Hb
nouek C3A1 Kak ncxop HeGpoHOPTM3a ayTOCOMHO-
PELECCUBHOIO TUNa. AHEMUSA AETKOW CTEMEHU CMe-
LUaHHoro reHesa. AednumT Macchbl Tena. PekomeH-
AauMK: NpuemM npenapatoB Xeae3a M3 pacyeTta
100 wmr/cyT, ¢donmeBas kucnota 500 MKI/CyTKM
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BHYTPb, 3pUTPONO3THH (3noumnm) no 2000 ME 1 pa3
B 10 AHEN MOAKOXHO.

MocaepHsaa rocnutanmdaums 10-11.2021 r. (Ha-
KaHyHe 18-netus). PocT - 163 cm (3-10 %), macca
Tena - 44,5 kr (10-25 %). Pe3yabtaTtbl 06cAeA0BaHMS:
BAK: nporpeccupytoLLiee NoBbILLEHNE YPOBHA KpeaTu-
HUHA A0 249 MKOAb/A, MOYEBKHbI A0 12,51 MMOAb/A,
cHWxeHne pCKD po 21 ma/MUH, Fe - 12,39 MKMOAb/A,
deppuTuH - 47,37 Mki/A; OAK (3p. - 3,86x1012 A,
Hb - 115 /A, CO3 - 10 mm/u); OAM - cHUXeHue
yaeAbHOro Beca moun (1006); KOC - 6e3 natono-
rMK; CyTOUHaa NPOTEUHYPUS, aAbBYMUHYPUS B HOP-
me; CMAA - 3apeructpupoBaHa Harpy3ka MnoBbl-
LUEHHbIM CUCTOAMYECKUM apTepUanbHbIM AaBAE-
Huem (CAA) B 36 % M3MeEPEHMH, MOBbILEHHbIM
AMACTOAMYECKUM apTepuanbHbiM pAaBaeHneM (AAA)
B 45 % n3mepeHui, cpepHune 3HaueHnss CAA n AAA
AHEM M HOUBKO HMXE MOrPaHUYHbIX BEAMYMH AAS A,
Y3N OMC - Anddy3Hble MIBMEHEHNUS B NapeHXMme
06enx noyek, K1ctbl 0benx novek, Y3N-ponnaeporpa-
®US COCYAOB MOYEK — YMEPEHHOE CHUXEHUE UHTEH-
CMBHOCTU KPOBOTOKA B MapeHxume o06eunx rnouek;
Y31 OBl - 6e3 natoAornun. BbicTaBAeH AMArHos:
XpoHuueckas 6onesHb nouyek C4A1 Kak UCXOA He-
bpOoHOPTN3a ayTOCOMHO-PELIECCMBHOIO TUMNa. AHEMUSA
AETKOW CTENEeHW CMellaHHOro reHesa. BTopuuHbIn
runepnapaTupeos. ACTEHUUYECKUI CUHAPOM C HaAU-
ynem uedarrmin Ha GoHe 0OCHOBHOro 3aboreBaHus.
AHrvonatmMa cetyatku oboux raas. lMpoaanc Mu-
TPaAbHOro kKaanaHa 1 cr. Aeduumt maccebl Tena. Pe-
KOMEHAOBAHO: HabAoaeHWe Hedporora B KabuHe-
Te NOYEYHO-3aMECTUTEABHOWN Tepanunuun; aMAOAUMNUH
2,5 Mr 1 p/A Ha HOYb AAUTEABHO NOA KOHTPOAEM AA;
anouum 2000 ME 1 p/Hea. NOAKOXHO MOCTOSAHHO,
nop kKoHTponem OAK, BAK; npenapatbl xene3a 13 pac-
yeta 100 Mr/CyT. N0 SNEMEHTAPHOMY XEAE3Y — AAU-
TeAbHO noa KoHTponeM OAK, BAK; kanbumii A3 MUK
no 1 kancyae 3 p/A NOA KOHTPOAEM YPOBHSA KaAb-
uma u ¢ocoopa B BAK.

3akAoueHue. Ha ocHoBaHWM AaHHbIX aHaMHe-
3a, PEe3YALTAaTOB KAMHWYECKUX, AaBOPaTOPHbIX, MHCTPY-
MEHTAAbHbIX U MOAEKYAAPHO-TEHETUYECKUX METO-
AOB MCCAEAOBaHUA pebeHKy ObiA BbICTABAEH AMar-
HO3 HedpoHoPTU3a. MaHudecTauus 3aboreBaHUS
cAyumaachk B 15-AeTHeM Bo3pacTte ¢ aHEMUKU U U3Me-
HEHWUI B BUOXMMUYECKOM aHaAM3€e KPOBMW, OTpaxa-
FOLLUMX HapyLLEHWE NoYeYHbIX GYHKUMIA (MOBbILLEHWE
YPOBHA KpeaTUHMHA, MOYEBUHbI KPOBM), U MOUM
(runocteHypus). Y3U BbISBUAO ANPDY3HBIE UBMEHE-
HUSI B MapeHXMMe, KUCTbl 06enx NoUYeK, CHUXEHUE
MHTEHCUBHOCTU KPOBOTOKA B NapeHxmnme obeunx no-
yek. OCHOBHbIM METOAOM, NO3BOAMBLUMM NMOATBEP-
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ATb HO, cTan MOAEKYASPHO-TEHETUUECKNIA, KOTOPbIN
Mo CpaBHEHUIO ¢ BUoNCcHUen TKaHW NOUYKM Mano UHBA-
3MBEH, UTO NPEANOYTUTEABHEE AASI MEANATPUYECKUX
nauueHtoB. MyTtaums B reHe NPHP1 poka3ana Hau-
6oAee YacTyto FOBEHUAbHYHO HOpPMY HEDPOHODTH3A,
ABASAIOLLLYIOCSA MPUUMHON TEPMUHANBHOM YPEMUM YXKE
B AETCKOM MAM MOAOAOM B3POCAOM Bo3pacTte. [la-
LUMEHTKa nepeBeAeHa AAA HabAoAEHMA HedPOAO-
roM B3POCAOM CAYXObl U MAAHUPOBAHWUS 3aMeCTU-
TEAbHOM MOYEYHOM TepanuM Ha KOHCepPBaTUBHOM
AEUYEHUU XPOHUYECKOW BOAE3HU MOYEK.
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