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OBIIASA XAPAKTEPUCTUKA PABOTbBI
AKTYaJIbHOCTH HUCCJIEI0BAHUSA

Hedpotuueckuit cunapom (HC) - Tsxenas riaomepyionatus, XapakTepu3yromasics
BBIPAKEHHOU IIPOTEUHYPHUEH, TMIONPOTEUHEMUEH, TUN0AIEOYMUHEMUEH,
TUNEPIUIIMAEMUEH M PacHpOCTPAaHEHHBIMM OTeKaMH. MaHudectupyss B JI€TCKOM
Bo3pacte, HC mMoxeT TpeOoBaTh 4acThIX M JUIUTEIBHBIX TOCIMUTAIU3AINMI, OCIOXKHATHCS
WH(DEKIUIMHA, BEHO3HBIMH TPOMOO3aMH M OCTPHIM IOYCYHBIM TIOBPEKICHUEM, a TAKKe
COTIPOBOXAATHCA TOCTETNICHHBIM CHIDKEHHEM TMOYCYHBIX (PYHKIMHA. YK€ B Hadale
3aboneBanuss HC mpuoOperaer crepoumapesucteHTHOCTh B 10-15% cmydaes, y 12-15%
JeTeil OTCYTCTBYET OTBET M Ha HMMMYHOCYIPECCHUBHYIO TEpalvio, a y IOJOBUHBI
MalMeHTOB MpOrpeccupoBaHue 10 XpoHudeckod Oonesnu mouek (XbBII) 5 cragum
npoucxoauT B TeueHue 15 jer (Trautmann et al,. 2018; Mekahli et al., 2009).

C yueToM akTyaqbHOCTH mpoOsieMbl mporpeccupoBanus XbBII Bce netn c¢
BEpU(UIUPOBAHHBIM  CTEPOUAPE3UCTEHTHBIM HedpoTtuyeckuMm cuniapomom (CPHC)
HY)KJAIOTCS. B NPOBEICHUM JTUATHOCTHUECKOM HEPPOOHOINCUHU, Ppe3ylbTaTbhl KOTOPOMH
MO3BOJIAIOT OCYLIECTBUTh ONTUMANbHBIN MoAOOp mnaToreHeTHueckodl tepanuu. Cpenu
pa3zHo00pa3HbIX MOP(OIOrHUECKUX BapuaHTOB, comyTcTByIomUX (popmupoanuio CPHC,
Hanbojee 4YacTto BBIABIIETCS (HOKAIbHO-CErMEHTapHbI riiomepynockiepo3d (DOCIC)
(Rovin et al., 2021; "Nephrotic Syndrome in Children: Prediction of Histopathology from
Clinical and Laboratory Characteristics at Time of Diagnosis” 1978). YcranosieHo, 4To
HanOobIIyI0 poib B popmupoBanuu @CI'C urpaet matojaorusi moJoIUTOB UMMYHHOTO
WA TeHETUYECKOTo XapakTtepa. Ha HacTosmuii MomeHT BbisiBiieHO Ooiiee S0 renos (Liu et
al., 2018), oOTBeTCTBEHHBIX 3a  pa3BUTHE, CTPYKTYPHYI  LEIOCTHOCTh U
(GyHKUMOHUpPOBaHUE MOAOUUTOB. IlaTOoreHHble HYKJIEOTHUIHBIE BAapUAHTHI ATHUX T'€HOB
npuBOAAT K pa3Bututo nogorutonaruu npu CPHC. BripaboTka BepHOIl TaKTUKH JI€UECHUS
BO3MOYKHA JIMILb MPU TMPABUIBHOM ONpEJETeHU Je(eKTa MoJOLMUTOB, B CBSA3H C YEM B
MOCJIETHUE ECATUIIETUSI MOJIEKYJISIPHO-TEHETUYECKOE MCCIIEJOBAHNE BBIXOINUT HA TIEPBBIN
r1aH npu obcnenoBanuu aereit co CPHC.

Cnenyer otMeTuthb, uto cpeau narueHtoB co CPHC BeiaensroTcst n1Be Hambomee
MpoOJIEMHBIE TPYNIBI: BPOXKICHHBIA (MaHHU(PECTUPYET B TEUEHHE TEPBBIX 3 MECSIIEB
KU3HU peOeHKa) U MHGaHTUIBHBIN (MaHu(decTHpyeT B BO3pacTe Mexay 3 Mecsmamu u 1
rogom xu3Hu) HedpoTtuueckuit cuuapom (BHC u MHC cootBercTBeHHO). OTCYTCTBHE
3¢ (HEeKTUBHOCTH UMMYHOCYIIPECCUBHON TE€pPalK U BbICOKAs CKOPOCTh MPOTPECCUPOBAHMUS
XBIT no 5 craguu npu CPHC y mereil MaHHBIX BO3PACTHBIX TPYII OMPEACIISIOT 0CO0YIO
aKTyaJbHOCTb U3yUYEHHUS T€HETUYECKON OCHOBBI 3a00JICBAHMSI.



Crenenb pa3padoOTaHHOCTH TeMbI

HccnenoBanusi TeHETHUECKUX MPUYUH HACIEACTBEHHBIX HepponaTul, B T.4. HC, B
Esporne nposoasarcs aasuo (Weber et al., 2004; Caridi et al., 2005; Santin et al., n.d.; Kerti
etal., 2013; Lipskaetal., 2013; Bezdicka et al., 2018; Li et al., 2018; Chen et al., 2019; Sako
et al., 2005), oHako BCJIEACTBHE STHOJOTHYCCKOW M MOMYJISIIMOHHON IeTepPOreHHOCTH, a
TaKX€ BBICOKOM CTOMMOCTHM W HHM3KOM JOCTYIHOCTU Ji MIMPOKOTO HCIIOIb30BaHUS
METOJIOB T€HETUYECKOTr0 TECTUPOBAHMUSI, HAKOIUJICHHBIX 3HAHUM SIBHO HEJOCTATOYHO IS
ONPENEIICHUs] TAaKTUKU TEpallMid W MpOTHO3UpoBaHusa mnporpeccupoBanns XbII. B
Poccuiickoit @enepanuu K HaCTOSIIEMY MOMEHTY UMEIOTCS JIUIIb €IMHUYHBIE COOOIICHUS
O MOHOULEHTpOBBIX BbIOOpKax nered ¢ reHermyeckum HC (Iletpocsn u ap., 2006;
CaBenkoBa, 2020; ITopwraritute u ap., 2019), yero HeAOCTATOYHO JIJIS OIICHKU CIIEKTpa
nedeKTHBIX TEHOB M HYKJICOTHJIHBIX BApHAHTOB, XapaKTEpHBIX mJisi HapojgoB PD. B
MEXKIYHAPOIHOM PErucTpe MOoJouuTOnaTHii Podonet.org y4yactue MOCTCOBETCKHX CTpaH
OrpaHUYMBACTCS CAMHUYHBIMH IICHTPaMHU ¢ BbiOOpKamu He Oosiee 50 mereit (B yacTHOCTH,
ot Poccun Ha MOMEHT Havasia UCCIIeIOBaHUs B PETUCTP ObLIM BHECEHBI laHHbIe 50 eTei,
VYkpauna - 39 nereit, benapycs — 15 neret, Kazaxcran — 31 pebenok, Jlutsa — 48 nereit).

C y4YeroM KIMHUYECKUX PEKOMEHAAUMNA M JOCTYMHOCTH JUATrHOCTUYECKHIA
anroput™m B permoHax P® wyacTo orpanmuymBaercs jJabOpaTOPHBIMHU HCCIICOBAHUSMHU, a
mpu 00CIIeIOBAaHUU B CTAIlMOHApaX TPETHEro YPOBHS JIETAM B KAayeCTBE METOJa BhIOOpa
MPOBOJUTCS MYyHKIMOHHAsE HEPPOOMONCHsi, N0 pe3yJbTaTaM KOTOPOW y OOJbUIMHCTBA
neret ¢ mnepBuuHbiM CPHC otmeudaercss wmopdosiorndyeckasi KapThHa 00JIe3HU
MUHUMaNIbHBIX U3MeHeHuit (BMU) nnu OCI'C.

Tepanus, npumensemass npu BHC u HWHC, cBoautcs k HepponmpoTeKuu
(Knuanueckue pexomenmanmu "Hedportudeckmii cuaapom y aereid” 2016), a metu ¢
CPHC c Gonee no3aHuM AeOIOTOM, KaK MPAaBUIIO, UMEIOT KpailHE OrpaHUYEHHBIA OTBET HA
UMMYHOCYTIPECCUBHYIO TEpaIHi0, 4TO JeNaeT Moa00p JedueHus 3arpyaHutenbHbiM (Al
Dhaybi et al., 2010; Biischer et al., 2016; Hinkes et al., 2008; Ruf et al., 2004; Santin et al.,
2011; Biischer et al., 2010). Hccnenoanus 06 orsete nepeuunoro CPHC Ha Tepanwuio mnpu
T€X WM HWHBIX HACIEJACTBEHHBIX MOJOIUTONATUAX MAJIOYUCICHHBI W HE OTBEYAIOT
coBpeMenusiM motpebHocTsM (Bensimhon et al., 2019; Zhao et al., 2020; Ovunc et al.,
2011).

eab ucciaenoBanus
OnrtuMu3anus TMarHoCTUYECKUX M TEPANEeBTUYECKUX MOJIX00B MPH BPOKICHHOM
U UHOAHTWIBHOM  HEPPOTHUUYECKOM  CHHAPOME C  Y4Ye€TOM  KJIMHUYECKOM U
MOJICKYJISIPHO-TEHETHUECKON XapaKTePUCTUKHU 3a00JI€BaHMUS.



3agaum uccaeI0BaHUA

1. OnpenenuTh OTHOCUTEIbHBIE YAaCTOThI W  OXapaKTEpPU30BATh  CIIEKTP
TreHETUYECKUX BapUAHTOB, OTBETCTBEHHBIX 32 Pa3au4HbIe Je(EKThl CTPYKTYPhI MOIOIIUTOB
U TIOMepyJsipHON Oa3anpbHOW MeMOpaHbl, a Takke (EHOKOMU HEPHPOTUIECKOTO
CUHJIPOMA, BBISIBIICHHBIX Y POCCUUCKUX JETEN.

2. HccnemoBaTh MpOSIBICHHUS  HEPPOTHUECKOrO  CHHApOMA M OMNHKCATh
AKCTpapeHaNbHble (DEHOTHITMYECKNE OCOOEHHOCTH JIETEH ¢ pa3iMYHBIMU T'€HETUYECKUMU
BapuUaHTaMH, XapakTEPHBIMH IS TEPBHYHOTO BPOXKIACHHOTO W WH(DAHTHIBHOTO
HE(POTUIECKOTO CUHIPOMA.

3. CpaBHUTH CKOPOCTH MPOTPECCUPOBAHMS XPOHUUECKON OOJIE3HM MOYEK Y JAeTei
C Ppa3NUYHBIMU TEHETHYECKUMH U MOP(OJIOTHUYECKMMH BapHaHTaMH HE(OPOTUYECKOTO
CHUHJIpOMA.

4. CpaBHUTH CKOPOCTb MPOTPECCUPOBAHUS XPOHUUECKOW OOJIE3HU MOYEK y AETen
CO CTEpPOUIPE3UCTEHTHBIM HE(PPOTHUYECKUM CHUHAPOMOM, MaHU(ECTUPOBABIIUM Ha
NEPBOM 'Oy XKU3HHU U MOCJE roja.

5. Ouenutb >G(DEKTUBHOCT,  Tepanmuu  HHTUOUTOpaMHM  KaJlbLIUHEWpHHA
(UMKIOCTIOPUHOM A M TaKpOJUMYCOM) TIPH Pa3IMYHBIX TE€HETHYECKUX BapHaHTax
CTEPOUIPE3UCTEHTHOTO HEPPOTUUECKOTO CUHIPOMA.

6. Ouenuth pHUCKM BO3BpaTa 3a00JieBaHUS B TPAHCIUIAHTAT y JeTed C
HACJIEICTBEHHBIM CTEPOUIPE3UCTCHTHBIM HEPPOTUUECKUM CHUHIPOMOM, SIBUBIIMXCS
PEIUTTHEHTAMH TTOYKH.

7. BppaboTath TNpeayoKeHUss MO  ONTUMHU3AIMU  JAHATHOCTUYECKUX |
TEpaneBTHUECKUX TOJIXOJ0B TPU BPOXKICHHOM H HWHPAHTHILHOM HEPPOTHIECKOM
CUHpPOME.

Hay4ynasi HoBU3HA

Bnepsoie B Poccuiickoit denepanuu mpoBeIEeHO MACIITAOHOE HWCCIEAOBaHHE
TeHETUYECKUX MPUYUH HACIEACTBEHHOTO HEPOTUUECKOTO CHHIPOMA, B PaMKax KOTOPOTO
obcnenoBaHo 250 gereit, uTo ABIAETCS OECHpere/eHTHBIM KOJWYECTBOM IS
MOHOIEHTPOBOTO  HMCCJEAOBaHUSA JaHHOW Koroptel. FcciepoBaHue BBIILIO  HA
JMIUPYIOIIYIO TIO3MIIMIO B PErMCTPE MAIMEHTOB ¢ MOJ0NUTONaThUsIMu podonet.org.

BrnepBble naHa TreHETHMYECKas XapaKTEPUCTHUKA POCCUUCKUX JETEeM, KOoTopasd
OTPaXaeT CIEKTP M YaCTOThl HYKJICOTUIHBIX BAPUAHTOB, BBHI3BIBAIOIINX HE(DPOTHUECCKUI
CUHPOM U €r0 (DEHOKOITHH.

VY cTaHOBIEHBI KIIMHUYECKUE U JTA00paTOPHBbIE 0COOCHHOCTH T€UEHUs 3a00JIeBaHUs
y JeTedl ¢ BPOXIEHHBIM, HWH(MAHTUIBHBIM HEPPOTUYECKUM CHUHAPOMOM U
CTEPOUIPEIUCTEHTHBIM HEQPOTUUECKUM CUHAPOMOM C BO3pacToM jedroTa crapuie 1 roaa,



OIHCaHbl SKCTpapeHabHbIE MPOSIBICHUS MIPU Pa3INYHbIX AePEKTaxX Fe€HOB, KOAUPYIOIIUX
O€JIKH MOJIOLUTOB.

Jlokazano ©Oojiee OBICTpOE CHIDKCHHE (QYHKIIMHM TI0OYeK TI0 KIyOOYKOBOM
bunbpTpanuu y AeTel ¢ paHHUM JAe0I0TOM HEPPOTHUECKOTO CHHIPOMA.

BrisiBnena Hu3kas 3(QQEKTUBHOCTh TEpamud WHTHOMTOpaMHU KajblMHEHpUHA Yy
JAeTeii ¢ BpPOXKIEHHBIM, HHQPAHTUIBHBIM  HE(PPOTUYECKUM  CHHIPOMOM U
CTEPOHIPE3UCTEHTHBIM HE(POTUUECKIUM CHHIIPOMOM C BO3pacToM jebioTa cTapiie 1 roza.
BepudunupoBan Ooniee BBICOKHI MPOLEHT JETEH, OTBETUBLIMX HA JICYCHHE, B TPYIIE
JeTel ¢ BO3pacToM Jie0roTa crapiie 1 roaa >Ku3HU.

Onucana 3(PeKTUBHOCTh ClEUU(PUUECKON MATOr€HETUYECKOW Tepanuu y psiaa
poccuiickux aerei ¢ nedexkramu korHzuma Q10.

PeTpocnekTuBHO OLIEHEHBI pUCKH BO3BpaTa 3a00JI€BaHUs B TPAHCIUIAHTAT y JIETEH,
SBUBLIUXCS PELUITAECHTAMH [TOYKH.

BbipaGoTanbl mpeasiokeHuss MO ONTHMHU3ALMU JAUATHOCTHKU M JICUEHUS IpU
BPOKJCHHOM U MH(QAHTUILHOM HE(QPOTUUECKOM CHUHIPOME.

Teoperuyeckasi U NPAKTU4YECKAs 3HAYNMOCTh

B pesynbrare uccienoBaHUs OMNKHCAH CIEKTP M YacTOThl Je(EKTHBIX TI'EHOB,
MPUBOISIINX K PA3BUTHIO BPOXKJICHHOTO, MHPAHTHIBHOTO HEDPOTUUECKOTO CHHApPOMA U
CTEPOUAPEZUCTEHTHOTO HEPPOTUIECKOTO CHHApPOMA C BO3pacToM AebroTa crapiie 1 roaa.

BrIsBIICHBI HaIlMOHAJIBHBIE OCOOCHHOCTH M Ma)KOPHBIC HYKJICOTHIHBIC BapHAHTHI,
XapaKkTepHbIE JJIs1 HapoaA0B, Hacemsomux PD, Ha OCHOBaHWU YETO MPEAJIOKEH MepeUYCHb
TCHOB, OOs3aTENBHBIX JUISI MCCIICNOBAHHWS TIPH BPOKIECHHOM W HMH(PAHTHIBHOM
HEe(PPOTUUECKOM CHHJIPOME.

[TonTBepkaeHbl XapakTEepHBIC IS OINPEACICHHBIX TEeHETUYECKUX BapHAHTOB
KIIMHUYECKHEe U JabopaTopHble OCOOCHHOCTH, C yYETOM Yero Ha OCHOBaHHWH (PEHOTHUIIA
MOKHO 3ar0I03PUTh PSIJT HACTEACTBEHHBIX HE(POMaTHiA.

BrisiBieHo Oomnee OBICTpOE MPOTPECCUPOBAHHE XPOHHUECKOW OO0JIE3HU TOYEK Y
JIeTeil ¢ BPOXKICHHBIM HEPPOTUYECKUM CHHJIPOMOM, UYTO CBHUJIETEIBCTBYET O
MPUOPUTETHOCTH JAHHOW TPYNIBl B OTHOIICHUH TMOATOTOBKH K 3aMECTUTEIBHOU
MOYEYHOM Teparuu, B TOM YHCIie 00I3aTEIHbHON BaKIIMHAIINU.

[TonTtBepkaena Hu3kas d3PGEKTUBHOCTh HWMMYHOCYNPECCUBHOW TEpamuu y
OTHCHIBAEMOW KOTOPTHI JIETEH, YTO TMO3BOJIAECT BO3AECPKATHCA OT HA3HAYEHUS 3aBEIOMO
Mano3(pGeKTUBHON Tepanuu Ipu HEPPOTUIECKOM CUHAPOME C PAHHUM JISOI0TOM.

Ha mpumepe ombiTa 0JHOTO IIEHTPA MPOUJUTIOCTPUPOBAHBI HU3KHE PUCKH BO3BpaTa
3a00s1€BaHuUs B TPAHCIUIAHTAT MPU HACJIEICTBEHHOM HE(PPOTUUYECKOM CHHJIPOME.



IIpennoxxeno 00s13aTenbHOE IIPOBEACHUE MOJIEKYJISIPHO-TE€HETUYECKOI O
UCCIIEZIOBAHUS Y J€TEH ¢ paHHUM 1€0I0TOM HEPPOTUUECKOTO CUHAPOMA, B TO BpEMs Kak B
rpynne jereil ¢ Oosiee MO3AHUM JA€0IOTOM PEKOMEHIOBAHO IPUOPUTETHOE INPOBEICHUE
MYHKIIMOHHON HEPPOOHOICUH, YTO MO3BOJSET ONTUMU3UPOBATh TAKTHKY BEICHUS JETEH

CO CTEPOUAPE3UCTEHTHHIM HEYPOTUUECKIUM CUHIPOMOM.

BHenpenue pe3yJbTaToB padoThl B PAKTHKY
Pesynbrarel paboThl BHEApPEHBI B KIMHUYECKYI0 pakTuKy HUW nedpoyponorun
OI'AY «HMMUI] 3n0poBesa nereity MunznpaBa Poccun u O60CO0IEHHOTO CTPYKTYPHOTO
noapaznenenus «Poccuiickas aerckas kiuHuueckas OonpHunia ®I'AOY BO PHUMY
nmenu H.U. [Iuporosa» Munsnpasa Poccun.

MeTonoJ10rust 1 METOABI HCCJICTOBAHUSA

[Tpu BbIMOIHEHUH PAOOTHI ObUT OCYIIECTBJIEH TIIATEIbHBIA aHAIN3 JUTEPATYpBHI,
COBPEMEHHBIX HayYHBIX JaHHBIX IO BOIIPOCY MOJIEKYJIIPHO-TEHETUUECKOTI0 00CIe10BaHuUS
JeTed ¢ BpPOXKICHHBIM, HMHQAHTUIBHBIM  HEPPOTHUYECKHUM  CHHAPOMOM  H
CTEPOUIPE3UCTEHTHOM HE(PPOTUUECKOM CHUHAPOME C BO3pacToM jAelrora crapiie 1 roaa.
Oco0oe BHUMaHHE YJIEICHO HM3YYEHHMIO KIMHUYECKUX M JIa0OPATOPHBIX XapaKTEPUCTHUK
JaHHBIX MOATrpYyMM, a Takke 3(P(HEKTUBHOCTH MMMYHOCYNPECCUBHOM Tepanuu y AeTel C
HACJIEJICTBEHHBIM HEPPOTUUECKUM CHHJIPOMOM.

JluccepTallMOHHOE UCCIIEIOBAHUE HOCUJIO PETPO- U MPOCIEKTUBHBINA XapakTep.
beuta mpoBenena oreHka naHHeIX 250 JeTeil ¢ TEPBUYHBIM CTEPOHIPE3UCTECHTHBIM
HE(PPOTUUECKUM CHHIPOMOM, a TAK)KE C BPOKJIECHHBIM U MH(DAHTHIBHBIM HE(PPOTHUECKUM
CUHAPOMOM, YCTAaHOBJICHHbIMM Ha OCHOBAHMM KIMHMYECKOW KAPTUHBI, a TaKXe [0
pe3ynbTaTam JIaDOpaTOpPHBIX M HMHCTPYMEHTAIbHBIX METOJOB HccienoBaHuil. B
UCCJIEI0BaHUE TaKXke BOLLIM 23 pebeHka ¢ (PEHOKOMUAMH HEPPOTUYECKOTO CHHIPOMA,
HanpaBieHHble B OI'AY «HMMUL] 300poBest nerei» Mun3zapaBa Poccuu ¢ amarsozom
HeppoTudyeckuii cuuapoM. OleHka MEeIULIUHCKON TOKYMEHTAlluu MPOBEICHA 3a MEPUOJT
10 mer. AHanu3 NOJYYEHHBIX JaHHBIX OCYIIECTBISUIA B COOTBETCTBUU C COBPEMEHHBIMHU
METOJAMKAMH, BKJIIOYAIOIIMMHU OIKCATEIbHbIE CTAaTUCTHUKH, OLEHKY CTaTHCTHYECKOU

3HAYMMOCTH, ITOCTOpoeHne KpuBbiX Karutana-Maiiepa.

ITos10:keHHs, BBIHOCMMBIE HA 3ALIUTY
1. Cpenu neteil ¢ BpOXXIEHHBIM U MH()AHTUIHLHBIM HEQPOTUYECKUM CHHAPOMOM
oTMeudaeTcs 0oJjiee BBICOKHMI, YeEM B TpPYIIIE CTEPOUIPEIUCTEHTHOTO HEPPOTUUYECKOTO
CUHIpOMa C BoO3pacToM JeOroTa crapmie 1 roga XKU3HHU, NPOLUEHT TIE€HETUYECKU



JICTEPMUHUPOBAHHOTO HEPPOTHUYECKOTO CHHAPOMA, UYTO JOJDKHO OBITH YYTEHO TpH
BBIPA0OTKE TAKTUKH JICUCHUSI.

2. Y gereii ¢ neOOTOM HEPPOTHYECKOTO CHHIApPOMA Ha TMEPBOM TOAY KHU3HU
MpeBAIMPYIOT MaToreHHsle BapuaHThl B Tpex rerax: NPHS1, NPHS2, WT1, yto moxer
OBITh HWCHOJB30BAHO JJISI ONTUMHU3AIMHU MOJEKYISIPHO-TEHETUYECKOTO OO0CIeI0BaHUS
POCCHICKUX JETEN.

3. Y nereli ¢ paHHUM J€0IOTOM HE(PPOTUUECKOTO CHHIPOMA YaIlle BCTPEUAIOTCS
HKCTpapeHaIbHbIC MPOSIBICHHUS.

4. Hanuuue sSKCTpapeHalbHBIX NPOSBICHUM M XapakTepHas (EHOTUIHUYEeCKas
KapTHHA TO3BOJSIOT Cy3UTh KPYr JHArHOCTMYECKOTO TIOMCKa JO OJHOTO TeHa,
MaTOTEHETHYECKU OTBETCTBEHHOTO 32 Pa3BUTHE HEPPOTHUECKOTO CHHIPOMA.

5. Ha HacTrosiiuii MOMEHT HE BBISIBJIEHO OTJIMYUN CKOPOCTU NMPOTPECCUPOBAHMS
XPOHUUYECKOH O0JIE3HH MOYEK B 3aBUCUMOCTH OT KOHKPETHOTO F€HETUYECKOT0 BapHUAHTA.

6. Xponuueckass Ooyie3Hb T[OYEK TMpU paHHEeM JelrTe  3a00JieBaHMS
nporpeccupyer  ObICTpee, 4YTO COOTBETCTBYET KpallHE HHU3KOMY OTBETy Ha
MMMYHOCYTIPECCUBHYIO TE€PAIHIO.

7. Hecmotps Ha oOmienpuHsATOe MHEHHE 00 OTCYTCTBUU 3(PdeKTa HHTUOUTOPOB
KaJIbIIMHEWpYHA Yy JIeTel ¢ HACJIEICTBEHHBIMU BapHaHTaMU HE(PPOTUYECKOTO CUHAPOMA, Y
HEOOJIBIIIOTO MPOIEeHTa JaHHas Tepanus dppeKkTuBHa.

8. HacnenctBennsie  QopMbI  HEPPOTHUECKOTO  CHHAPOMA,  HMEIOIIHUE
BO3MOXXHOCTH CHEIU(PUIECKON IMaTOTeHETUYECKOW Tepamnuu, HE BepUPHIMPYIOTCS
Mopdonornuecku u TpeOYIOT MPOBEICHUS MOJEKYIIPHO-TEHETHUECKOTO UCCICOBAHMS.

9. IlpoBeneHwe TpaHCIUIAHTAIMM TIOYKH Yy JE€Te C  HACIEACTBEHHBIM
HE(POTUYECKUM CHHAPOMOM TMEPCIEKTHBHO B CBSI3W C HHU3KHUMH PHUCKaMU BO3BpaTa
3a00s€eBaHuUs B TPAHCIIAHTAT.

CreneHb 10CTOBEPHOCTH Pe3yabTATOB

HccnenoBanrie OCHOBBIBAETCS HA COBPEMEHHBIX MPECTABICHUSIX O TUATHOCTUKE U
BEJICHUM TAIMEHTOB C BPOXJACHHHIM M WH(OAHTUIBLHBIM HE(PPOTHUYECKUM CHHIPOMOM,
KOTOpbIE 0OCYXIAIOTCS B OTEUECTBEHHONW W WHOCTPAHHOW nuTeparype. JloCTOBEpHOCTH
PE3yNhTATOB AUCCEPTAIMOHHOTO MCCIICAOBAHUS MTOATBEPKIAETCS BHIOOPOM PEICBAHTHOTO
JU3aiiHa  UCCJICNOBAaHMS, COBPEMEHHBIMH  METOJAMH  HCCIEOBAHUS, KOTOpPHIC
COOTBETCTBYIOT TIOCTaBJICHHBIM B paboTe IemsiM U 3agadaM. HaydHble MOJOXKEHUs,
BBIBOABI W pEKOMEHHanuu, CGHOPMYIUPOBAHHBIE B JHUCCEPTAIlMU, TOJKPEIUICHBI
yOenuTeTbHBIMU  (paKTUYECKMMH JaHHBIMH. [loATrOTOBKA, aHANMM3 W WHTEPIpPETAIUS
MOJIYYCHHBIX PE3YJIbTATOB MPOBEACHBI C MCIOJb30BAHUEM COBPEMEHHBIX METOI0B
00paboTku UHGOPMAITUK U CTATUCTUYECKOTO aHAJIU3A.



Anpobanusi pe3yJibTaTOB

OcHOBHBIE  pe3ynbTaThl pabOThl  JOJNOXKEHBI U o0cyxkaensl Ha XIV
Oomiepoccuiickoit HayuHo-npakTHuecko koHpepenuuu PO (21-23 nosiops 2019 r1.),
Haydano-mipakTnyeckoit KOH(EPEHITUN CTYEHTOB U MOJIOABIX YICHBIX «CTy/ICeHUKUHCKUC
grenus» (2 mexadps 2019 r.), Russian-Finnish seminar ISN “Chronic kidney disease» B
YuuBepcuterckom rocnutaie r. XenbcuHkH (10 suBapst 2020 r.), XIX Poccuiickom
KoHrpecce «/HHOBAaIlMOHHBIE TEXHOJOTUM B TMEAMATPUM U JETCKOM XUPYypTrUW» C
MexayHapoaHbIM ydactueM (20 oxtsaops 2020 r.), Russian-Uzbek Conference ISN
“Chronic kidney disease» (5 despans 2021 r.), World Congress of Nephrology, Canada
(19 ampens 2021 r.), XX Poccuiickom koHrpecce «/HHOBAIIMOHHBIE TEXHOJOTHH B
NeIMATPUN U JCTCKOW XHPYPTUU» C MEXIyHApoaHbIM yuactuem (22 okrsiops 2021 r.),
XVI O6mmepoccuiickoit HayuHo-mpakTrueckoi koHpepenmuu PJIO (20 Hosiops 2021 1.).

IMyoankanuu
[To Teme guccepranuu ony0iaukoBano 10 medatHbIX paboOT, B TOM YMCIIE CTaTeH B
u3nanusx, pexomeHaoBaHHbIX BAK P® jamga mnyOnukanuii OCHOBHBIX — HAYYHBIX
pPEe3yNbTaTOB JMCCEPTALMOHHBIX HCCIeoBaHUN — 3 (M3 HUX CTaTed B JKypHaax,
unnekcupyembix B SCOPUS, — 1), Te3ucOB M KpaTKMX COOOIICHHUH O pe3yibTaTax B

u3naHusx, pekoMeHaoBaHHbiX BAK P®, — 7 (U3 HUX B XypHaJlax, WHICKCUPYEMbBIX B
SCOPUS, - 6).

JIM4YHBIH BKJIAJ aBTOPA

Bkmag aBTOpa COCTOMT B  HEMOCPEACTBEHHOM AaKTUBHOM y4YacTUH B
MCCJIEI0BATENbCKOM pabOTe Ha BCEX €€ ATarnax: B aHAJIM3€ JUTEePaTypbl, TOCTAHOBKE LIEJIN
Y 3aJ1a4 UCCJICIOBaHMSI, pa3pab0OTKe METOAMYECKUX MOIX0I0B U UX BBITIOJHEHUS, BEICHUN
MalKeHTOB B CTAllMOHApE, 00pabOTKEe MEAUIIMHCKON JOKYMEHTalUK, POPpMUPOBAHUU Oa3bl
JAHHBIX, CTATHUCTHYECKOW 00paboTKe, aHaau3e MOJIYYCHHBIX pe3yJIbTaTOB, YYacCTHH B
HAyYHO-TIPAKTUYECKUX  KOH(EpEeHIUSX, BHEIPEHUU B  KIMHUYECKYI0 IPAKTUKY
pa3pabOTaHHBIX PEKOMEHJAINi, HAa OCHOBAHUU KOTOPBHIX OBUIH CHOPMYITUPOBAHBI
OCHOBHBIC TIOJIOKCHHS JTUCCEPTAIMOHHOTO WCCIICIOBAHUS, BBIBOJBI W MPAKTUYCCKUE
PEKOMEH/IAITNH.

O0beM M CTPYKTYpa JUCCEPTAIUH
O6mmit o6bem paboTel coctaBisier 180 cTpaHUI] MAIIMHOMMCHOTO TEKCTA.
Jluccepranmsi COCTOMT W3 BBEACHHS, 0030pa JMTEpaTyphbl, TJIABBI C OIHCAHUEM
MaTepuajIoB U METOJIOB MCCIIENOBaHUs, 4 TJIaB C ONMMCAHUEM IOJIyYCHHBIX Pe3yJbTaToB,
TJIaBbl OOCYXJCHHSI PE3yJbTaTOB, BBHIBOJOB W TPAKTHUYECKUX peKkoMmMeHmanuid. Pabota
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wuirocTpupoBana 12 tabnumamu u 31 puUCYHKOM, a TakXke MPUIOKEHHEM C KpaTKUM
OMKMCAaHUEM H3BECTHBIX JUTEpaType TeHoB, BbI3bIBatomux HC wim ero deHokomnuu.
CnucoK HCIOIBb30BaHHOMN JTUTEpaTyphl BKIOYaeT 282 UCTOYHUKA: / OTEYECTBEHHBIX U 275
3apyOeKHBIX.

COJIEPKXAHUE PABOTHBI
PaGoTa BmImonHEHa Ha 0a3e HEPPOIOTUIECKOTO OTICICHUS (PYKOBOIUTEIDh —
1.M.H., mpodeccop Llpirun A.H.) u maboparopuu MEeIUITMHCKONH TEHOMHUKHU (PYKOBOIUTEIb
— n.6.H. CaBocthsiHoB K.B.) ®I'AY «HMMUL] 3m0poBes nereit»y MunsapaBa Poccun
(mupexTop — 3aciyxeHHblid Bpad PO, n1.M.H., mpodeccop Pucenko A.IL.).
[IpoBeneHue uccienoBaHusl ObUIO OJ0OPEHO JIOKAIBHBIM 3THUYECKUM KOMHUTETOM
OI'AY «<HMMUI] 3n10poBbs aereit» Munzapasa Poccuu.

O0beM 1 1M3alH HCCIIEI0BAHNUS

HccnenoBanre HOCUIIO JBYHAIPaBICHHBINA (PETPO- U MPOCHEKTUBHBIN) XapakTep.
B  perpocneKTMBHOW  4YacTU  HCCIEIOBAHHMS  NPOAHAIM3UPOBAHA  MEAUIIMHCKAs
JOKYMEHTAIs eTel, HaOmtoaaBuuxcs B HedposoruueckoM otaeineHnn OI'AY «HMUL]
310poBbs gere» MwunsapaBa Poccum ¢ 2014 roma mo 2019 roa. Takxke mpoBoawmics
MPOCTIEKTUBHBIN HA0Op JIeTel, COOTBETCTBYIOMIMX KpuTepusaMm BktoueHus, npu CPHC ¢
BO3pacToM jelroTa crapuie 1 roga aeTsM Mpu OTCYTCTBUU MPOTUBONOKA3aHUI BBITIOJIHEHA
ITyHKI[MOHHAs He(dpobduorncus Cc 00s3aTeNbHBIM UMMYHO(IFOOPECLIEHTHBIM
uccienoBanreM ouonTata. J(u3aitH uccienoBaHus MpeACTaBIeH Ha pUCYHKE 1.

Kpurepuem BKIIOUEHUS SIBUJIOCH HAIUYUE MPOTEMHYPUU HEPPOTUUECKOTO YPOBHS
B pamkax cumnToMmokomiuiekca HC (B T.4. HEMOJIHOTO) WJIM HOCSAIIEH W30JIUPOBAHHBIN
xapakTtep ¢ aebrorom 110 17 et 11 mecsiiies.

Hetsim ¢ neGroToM 3aboseBaHMsl B Bo3pacTe crtapiue 1 roga, a Takxke JAETIAM C
reMaTypuei, CHIKeHHeM (YHKITUU TMOYEK MO KITyOOUYKOBOUW (GUIBTPAIIMH IPH OTCYTCTBUU
MPOTUBONOKA3aHUM K HWHBA3MBHOMY BMEIIATEIILCTBY MPOBEACHA IYyHKIIMOHHAsS
Hedpobduorncus.

Bcem nersM mOpoBENEHO MOJEKYJISIPHO-TEHETUYECKOE HCCIEIOBAHUE METOA0M
cekBeHHpoBaHus HoBoro mokosieHuss (NGS — new generation sequencing) TapreHTHBIX
obmacteit 200 renoB (CrmaakoB u mp., 2016), acconMupoOBaHHBIX C HACCICTBECHHBIMH
3aboneBanusMu mouek, B T.4. HC. OOmmii pasmep manenu coctaBun 0,9Mb, cpemmsis
rIyOMHa MPOYTEHHS TapreTHhIX obnacTel cocraBmna 150X.

C ydetom Bo3pacTta J1e0r0Ta copMUpOBaHO 3 TPYMIbI: J€TH C BO3pacTOM Je0roTa
3aboseBanus B nepBbie 3 Mecsia xku3au (BHC), mexny 3 u 12 mecsnamu (MHC), a Taxoxe
nocie 1 ronaa.
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Crepouape3ucTeHTHBIN
HE(PPOTHICCKHH CHHIPOM

/‘ R

- CPHC c Bo3pacTom
Bposiennbri, N=58 WudantuinbHbii, N=41 ne6rota >1 roza, n=151

[TpoBeneHne MONEKYIIPHO-TEHETUYECKOTO HCCIIEI0BAHUS
OreHka BBIpQ)KEHHOCTH KIMHUYECKUX (nepuepudecKre U MOoJIOCTHbIE OTEKH) U Ja00paTOPHBIX
(mpoTenHypus, runoanbOyMUHEMHUsI, TUIIEPXOJIECTEPUHEMUS ) IPOSBICHUN
OneHka cTaziuy XpOHUYECKON 00JIE3HHU MOYEK
Mopdomornueckuit 1uaruos3
Omnwucanue SKCTpapeHaIbHBIX (HEHOTUITHUECKUX 0COOEHHOCTEH

— I

CI/IHZIPOMaJII;’gI’Ie opmer [ Uzonuposanubii HC } [ ®enoxonuu HC }
CRB2, LAMB2, ACTN4, NPHS1, NPHS2, PLCEL, CPLANEL, CLCNS,

INF2, LMX1B, PAX2, TRPC6, COL4A5, ARHGAP24, NPHP4, GSN, WDR109,
SMARCAL1, WT1, COQ2, ARHGDIA, CUBN, KANK1, CNF423 u op.
COQ6, MYH9, OCRL u 0p. KANK2, MAGI2, NUP93,

NUP107 u op.
Crerdbuaeckas NmmyHocynpeccuBHast
Cumnromaruueckas HATOreHeTHICCKAS tepanus LIcA,
U TUypeTHYECKas Tepanust TaKPOJIUMYCOM
Tepanus

Het oTBeTa Pemuccus
HedponporexkTrBHas

Teparus \
[ Henomnasg ]

- Onenka 3(h()eKTHBHOCTH MTPOBOMMOM Tepanuu (BHIPaKEHHOCTh IPOTEHHYPUH, THITOATb0yMIUHEMUH,
TUIEPXOJIECTEPUHEMUN )
- O1eHKa nporpecCUpoBaHUsl XPOHUYECKOH 00JIE3HU MOYeK

"

OnTuMu3aius TMarHOCTUKA U JISYCHUS IETeH ¢
nepsuuHbiM CPHC

[lonHasa

Pucynox 1. Jluzaiin ucciedosanus
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Jns mpoBeneHust ucciaeaoBanus Obl1o HaOpaHo 280 aerel, ogHako 30 nmeteit B
CBSI3U C TIO3UTUBHBIMU Pe3yJIbTaTaMH UMMYHO(IIFOOPECIICHIIN OBLITM UCKIIOUEHBI. TakuM
obpazom, B uccienoBanue pouuiu 99 nereit c BHC u MUHC, a taxxe 151 pebenok ¢ HC nunmn
MPOTEUHYPHUEH HEYPOTHUECKOTO YPOBHS, MaHU(ECTHPOBABIIMMH B BO3pacTe crapiie |
rona. Bo3pact gereit coctaBui ot 1 mecsiia 10 17 net 11 mecsiies.

PE3YJIBTATHI UCCJIIEJOBAHUSA
Kunanyeckue ¥ MOJIEKYJISIPHO-TEHETHYECKHE 0COOCHHOCTH BPOKIEHHOT 0
He(POTHYECKOr0 CHHAPOMA

B rpynnny BHC nabpano 58 nereii B Bo3pacte oT 1 mecsina 1o 17 net 8 mecsies
(cpemuuii Bozpact — 6 et 9 mecsmes, SD 8 mecsmer). Cpennuii Bo3pacT Ae00Ta COCTaBHIT
1,19 mecsnes, SD 0,162 mecsiies. [IpeBanupoBanu manbuuku (65,5%).

Cpenu nereit ¢ BHC uzonupoBannsii HC/mpoteunypus HepoTHUECKOTO YPOBHS
orMmeuanuck y 17 (29,3%), rematypus —y 23 (39,7%), aprepuanbuas runeptensus (Al) —
y 19 (32,8%) nerei.

HacnenctBenusiii anamue3 otsromen y 15 nereit (25,8%), mpu 3TOM OJuH
peOEHOK ObLT POXKICH B OJM3KOPOACTBEHHOM Opake.

[To nanueiM Mopdonoruyeckoro uccnenopanus npesanuponas GCI'C (16 nereit —
47,1%), BMU otmeuanace numb y 8 neret (23,5%).

15
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Pucynox 2. Pacnpedenenue 2enos, cooepicawmux KIUHUYECKU 3HAYUMblEe HYKIeOMUOHbLE
sapuanmol, 6 epynne demeti ¢ BHC, n=53.

[Io pe3ynpraram MOJEKYJISIPHO-TEHETUYECKOTO HUCCIIEIOBAHMUS BCEro y 5 NeTer He
oOHapyXeHO KIMHHYecKH 3HauuMbix BapuantoB HC, y ocranbpubix manmeHToB (91,4%)
HalileHbl BapuUaHThl, KOTOpPbIE ObUIM OXapaKTEepU30BaHbl KaK MATOT€HHbIE M BEPOATHO
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[aTOreHHbIC, B IeHaX, KOAMpyomux Oenku imeiaeBoi muadparmer (I, 28 — 48,3%),
riioMepysipHoit 6azanpHoU MeMOpanbl (I'BM, 5 — 8,6%), meTabonu3ma u 6rnocunTe3a (5 —
8,6%), anpa u ¢pakropoB TpaHnckpuniuu (8 — 13,8%) u ap. Crnextp reHoB, MaTOT€HHbIE
BApUAHTHI B KOTOPBIX HaiaeHsl y aereil ¢ BHC, npencrasien Ha pucyHke 2.

HecMmoTtpst Ha 3aBejoMO 0OueBHIHYIO0 HEI(P(HEKTHUBHOCTh CTEPOMIHON Tepamnuu B
JTaHHOMW Tpyre nanueHToB (Jloimanu u np., 2010), npeTHU30I0H B aHAMHE3E TTOJTYIHIIN
24 pebenka, uro coctaBmio 41,4%.

[TombiTka Tepanuu uHrHOMTOpamu KanbiuHeipuHa (L[cA — mukiaocmopuHoM A
WM TakpoimMmycoMm) Owputa mpemmpussaTa y 20 mereit (34,5%), mpu 3TOM dYacTUYHAsS
pemuccus  Obula  JOCTUTHYTa JIMIIb Yy  OJHOrO  pedeHKa —  JEBOYKH C
KOMIIAyH/I-T€TEPO3UIOTHBIM BapuaHToM C.686G>A, p.R229Q / ¢.897G>C, p.K299N B
reae NPHS2 (Pucynok 3).

B omumceiBaemoii rpymme nporpeccupoanue XbBII 1o 5 ct. 6110 oT™MeueHo y 16
nereit (27,6%), menuana Bo3pacrta goctmwkeHus XbII 5 cT. cocraBmna 44 mecsma (Q1-Q3
21-64 wmecsineB). CHmwkeHHe (QYHKIIMU TOYEK M0 KIYOOYKOBOM  (pUIBTpallUU,
cootBercTBytomee XbII 3 cr., HaGnroganocs emie y 7 aereit (Bcero 23 — 39,7%). Menuana
Bo3pacTta goctwkeHus XbII 3 c1. cocraBuna 40 mecsiteB (Q1-Q3 30-62 mecsia).

W He mprenman [lomHag pevmccHA
W Yactimad pevmiccua B Her sddexta

100%
T5%
50%

25%

0%

l mec.  3mec. GuMec. Owmec 12 wMec

Pucynox 3. Dgpgpexmusnocms mepanuu 1jcA 6 epynne oemeii c BHC, n=58.

Kinunnyeckue U MOJIEKYJISIPHO-TEHETHYECKHE 0COOEHHOCTH MH(PAHTUIHLHOTO
He(PPOTHYECKOI0 CHHAPOMA
B rpynmy MHC Bkmrouen 41 pebenok, u3 Hux 58,5% manbukoB (24 pebenka).
Cpennuii Bo3pact paeOrwota coctaBuin 7,34 wmecsueB, SD 0,477 wmecsueB. Bospact
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MMaIMEeHTOB Ha MOMEHT HcclieqoBaHusa coctaBwi oT 1 roga 1 mecgana no 17 iaet 11 mecsnes
(cpennuii Bo3pact 8 et 10 mecses, SD 60 mecsies).

HacnencTBeHHBIM aHAMHE3 MO TJIOMEPYJSIPHBIM OOJIE3HSIM OTsTOLIEH ¥y 15 neteit
(36,6%), U3 HUX ABOE POKACHBI OT OJTUZKOPOJICTBEHHBIX OPAKOB.

B rpynmne gereit ¢ UHC uame, yem npu BHC, otmeuanacek remarypus - y 13 neteii
(32%), p<0,001.

[To narHBIM MOP(OTOTHYECKOTO HCCIIeIOBAHUS HEPPOOHOTTaTa B TPYIINE JACTEH C
NHC npeBanuposaia bMU (14 nereit — 51,9%), ®CI'C BbIsiBIEH Juuib y 8 jaereu
(29,6%).

[Ipy mnpoBeAeHUM MOJIEKYJSIPHO-TEHETHUECKOTO uccaenoBanusa y 10 neren
(24,4%) He OBUIO BBIABICHO KIMHUYECKH 3HAUYMMbIX BapHaHTOB. Yamie Apyrux
BCTPEYAJIUCh MIATOTCHHBIC U BEPOSTHO NaToreHHsie Bapuanthl B reHe CLCNS (7 — 17,1%),
YTO HE OBUIO XapakTEepHO IJIs JAPYrUX Tpymim. Y BCEX ATUX JETe BepuduimpoBaHa
¢enoxonmuss HC — Oone3nn [lenta. BapuaHTsl B reHe NHOJOLMHA, MPEBATUPYIOLIETO B
rpynne BHC, y nereli ¢ Bo3pactoMm nebrota oT 3 10 12 MecsleB KU3HU OKa3aauch Oojee
peakoit mpuunHOM OoJie3Hu — Bcero B 12,1% ciyuaeB (5 nmereit). MaTepecHo, 4to cpenu
yacThix BapuanToB npu MHC BeisiBnens Bapuantsl B reHe CUBN (Pucynok 4).

B
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Pucynox 4. Pacnpedenenue 2enos, cooepicawjux KIUHUYECKU 3HAYUMble HYKIeOMUOHble
sapuanmol, 6 epynne demeti ¢ MHC, n=31.

Taxum o6pazom, matosorus 11/l B manHo# rpynme ormedena juiib B 14,6% (y 6
JeTeil), 'y  OTHOCHUTEIbHO  OOJBIIOrO  MPOIEHTAa JeTe Npu  MPOBEICHUH
MOJIEKYJIIPHO-TEHETHUECKOTO MCClieZloBaHus BepuduimpoBansl penoxkonnu HC.
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W He nprroman [lomHad penic cHA
W YacTirmas pevmiccnas B Her addexra

100%
T5%
50%

25%

0%

l mec.  3Imec. Gmec. Dmec 12 mec.

Pucynok 5. D¢pgpexmusnocme mepanuu licA 6 epynne HHC, n=41.,

Crepoupl ObUTH IPUMEHEHBI B aHaMHE3€ Y 19 manuenToB, uto coctaBuio 46,3%.

Tepanuss wuHruOuTopamu KanpuuHedpuHa LICA wmm  Takpomumycom  Obuia
HazHadeHa 14 aetsam (34,1%), nmpu 3ToMm 3pdeKT JOCTUTHYT JTUIIH Y 4 TAIUEHTOB (Yepes
MeCSII JIeueHUs 2 peOCHKa BBIIIUTA B TIOJIHYIO PEMHUCCHIO, | — B YaCTHYHYIO, €II1¢ Y OJTHOTO
OPOTEUHYPHUSI CHU3WIACH 10 CYOHEPpPOTHUECKMX 3HAUYCHHUW dYepe3 3 Mecsla Teparun).
Tonbko ABOE J€T€ W3 AAHHOW TPYIbI, BBIIEAIIME B IOJHYIO PEMHUCCHUIO, UMEIH
BepudumpoBanHbie npuunHHbe Bapuantel: COQ6 hom €.1235A>G, p.Y412C u CUBN
comp het ¢.5488G>T, p.V1830F/ ¢.8071G>A, p.G2691R (PucyHox 5).

XBIT 5 cr. 6pu1a KOHCTaTUpOBaHa y 7 aeteit (17,1%), eme 2 pebenka (Bcero 9 —
22%) cHu3wIM (QYHKIMIO TOYEK MO0 KIYyOOYKOBOM GUIBTpAMK 10 3HAYCHMUIA,
cootBeTcTByOmMX XbBII 3 ct. Menuana Bo3pacra goctmxkenuss XbII 3 cr. cocraBuna 134
Mecsna (Q1-Q3 40-185 mecsna), mennana Bospacta mnporpeccupoBanus XbII mo 5 cr.
coctraBmwia 151 mecsir (Q1-Q3 28-212 mecsiies).

Kinunnyeckue u MoJIEKYJISIPHO-TEHETHYECKHE 0COOEHHOCTH HePOTHUYECKOT 0
CHHPOMaA C BO3pacToM AedroTa nocJie 12 mecsinen

B rpynny CPHC ¢ Bo3pactom nebrota ctapiie 1 rona BkiatoueH 151 pebenok (80
ManbuukoB — 53%) B Bo3pacte oT 1 roma 6 mecsieB g0 17 ner 11 mecsines, cpeaHuit
Bo3pact coctaBui 10 et 9 mecsnes (SD 55 mecanes). Cpeanauii Bo3pacT nebrora - 5 et 8
Mecsnes, SD 4,105 mecses.

HacnencTBeHHbI aHaMHE3 MO TIIOMEpPYJIoNnaTusM oTsrouieH y 35 aereit (23,2%),
IpU ATOM 2 peGeHKa POXKIEHBI OT OJM3KOPOICTBEHHBIX OPaKOB.
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B rpymmne nereld ¢ Bo3pacToM JneOroTa 3abosieBaHus crapiie | roga  garie
oTMevajach aprepuaibHas runeprensus (33 pedenka - 22%, p=0,006).

Y OompmmMHCTBA JaeTel ¢ Bo3pacToM Jnaelrora crapme | Trojga oTMevanach
Mopdomornueckas kaptuHa OCI'C (74 pebenka — 56,1%), BMU BreisiBnena B 26,5%
ciydaeB (32 peOeHka).

[Io pe3ynpTaraM MOJEKYISIPHO-TEHETUYECKOTO OOCIICZIOBaHUSI ITaTOTCHHBIE,
BEPOSTHO TATOTCHHBIC BapUAHTHI, a TaKXXe BapHAHTBl C HEWU3BECTHOW KIMHHYCCKOMN
3HAaYUMOCTBIO BBISABIICHBI BCero B ToJioBUHE ciiydaeB (81 pebeHok — 53,6%).
[TpeBaympoBanu BapuanTsl B reHax COL4A5 (12 — 7,9%), WT1 (10 — 6,6%), NPHS2 (7 -
4,6%) — puCyHOK O.
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Pucynox 6. Pacnpedenenue 2enos, cooepicaujux KIUHUYECKU 3HAYUMbLE HYKIEOMUOHbIE
sapuanmol, 6 epynne demeti ¢ HC ¢ 6o3pacmom oebroma cmapuie 1 2cooa, n=81.

B He mprrmmian [lomad peMHcCcHA
W Yactirmag pevmicca B Her addexra

100%

50% 15
25%

0%

l Mec. 3mec. Omec. Dmec 12 mec.

Pucynox 1. Ogppexmuenocme mepanuu llcA 6 epynne CPHC c 6o3pacmom
oeobroma cmapuie 1 2o0a, N=151.
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BoAbIIMHCTBO MAaIlMEHTOB JAHHOW TPYIIIbI MOJydYald CTEPOUJIHYIO TEpamuio B
aHaMHe3€ M OKazaluch K Her pe3ucteHTHbI (121 pedbenok — 80,1%), 101 pedenky (66,9%)
IPOBOJWIACH TE€palus UHIHOUTOpaMH KalbIMHEHpHHa, TIpu 3ToM 25 nereit (24,8%) Ha
doHe Tepanuu B T€YEHHE TOJa BHIIUIM B YaCTHYHYIO, a 16 mereit (15,6%) - B monHyto
pemuccuto (pucyHok 7). Cpeau oTBeTHBIIMX Ha Tepanuio LICA OONBIIMHCTBO HE UMENHU
HYKJICOTHJIHbIX BapuaHTOB, Bbi3biBaromux HC (68,8% - 11 nerelt - BpILIEAINX B MOJIHYIO
pemuccuto, 68% - 17 nerei - B YaCTUUHYIO PEMUCCHIO).

XBII 5 ct. nocturnu 14 nereit (9,3%), XbII 3 cT. eme 16 aereit (30 marueHToB -
19,9%). Menuana Bo3pacta qoctmkeHus XbII 3 cr. cocraBmia 82 mecsma (Q1-Q3 60-117
MecsIeB), Mearana Bo3pacta nporpeccupoBanus XbBII 1o 5 cr. cocraBuna 79 mecsiieB
(Q1-Q3 69-126 mecsieB).

CpaBHeHHe KJIMHUKO-TeHeTHYecknX xapakrepuctuk HC B 3aBucumMocTu ot
BO3pacTa aedira

Cumnromokomiieke HC ormeuancs y 211 nereii (84,4%). WU3onupoBanusiit HC
HAOJTI0IaJICS. MEHEEe YeM Yy TpeTH nanueHToB (26-29%), y 40-50% oTmedanack remMarypus,
y 26,5-53,5% - AI, npuuem AI' moctoBepHo wyamie ormedanach mnpu nozaHem HC.
Kanpuuypus npakTuuecku He BCTpeyanach y JeTel ¢ Bo3pacToM AedroTa 3abosaeBaHus >1
roja.

HacnencrBenusiii aHamHe3 OblT  oTsromieH y 26,4%, [07d TALIGHTOB C
OTATOIIEHHOW HACJIEICTBEHHOCTHIO IOCTOBEPHO BBIIIE OblJIa y MAIMEHTOB C KAJbIIUypHEH.
[Ipu HacneacTBEHHBIX (opMax pexe oTMmedancs uzonupoBaHHbii HC, a rematypus npu
HaclieIcTBeHHOM U criopaandeckoM HC BeisiBiieHa B paBHBIX npolieHTax (47%).

DKCTpapeHajdbHble TMPOSIBICHUS, OTMEuUeHHble Yy 63,2% maiueHToB, ObUIH
pasjielieHbl Ha TOATPYNNbI MO cucTeMaMm opraHoB. HaubGosiee dvacto HabI0AanoCh
HapylIeHUE 3pEHUs], B T.4. MUONUS CPEAHEN M BBICOKOM CTENEHU, aCTUTMATh3M, - y 54
nereit (21,6%), 3aaepikka rcuxo-mMotopHoro pas3Butus (3[IMP) 1 KOTHUTHBHBIN AeDUITAT
— 34 pebenka (13,6%), MHOKecTBeHHBIE (00JIee 5) CTUTMBI TU3dIMOpHOreHe3a — 36 nerei
(14,4%).

Y nereil ¢ paHHUM [1€0IOTOM OJKCTpapeHaJIbHbIE€ NPOSBICHUS OTMEYAINCh
CTaTHUCTUYECKU 3HauuMo yamie, yeM y aereir ¢ HC ¢ Bo3pactom gebrota crapiie 1 roga
(70,7% npotus 57,6%, p=0,037).

B pe3ynbrare HacTosIero uccienoBanus BelsiBieH 171 HyKIICOTUHBIN BapUaHT B
37 reHax, MpUYUHHBIE HYKJICOTUIHbIE BapHAHTBI OOHApYKEHbI B 66% ciryuaes.

Hyxneorunueie Bapuantsl B rene NPHS2 Obun BeisiBnienst y 27 nereit (10,8%), B
rene COL4A5 — y 18 nereit (7,2%), B renax WT 1 u CLCNS — o 17 gereit (6,8%),
HYKJIEOTUIHbIE BAPUAHTHI B OCTAJIbHBIX I'€HAX BBISBJICHBI C J0JsIMU MeHee 5%.
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3HauMMble HYKJICOTHIHbIC BAPUAHTHI B T€HAX, MPUBOAAIIMX K oBpexaeHuto /],
yamie oTrMmeudeHbl mpu panHeM jnebrore HC. Ilpu mnopaxeHuum Jpyrux CTPYKTYp
CTATUCTUYECKH 3HAYMMBIX Pa3IMYui 10 BO3pACTy 1€0I0Ta HE OTMEYAIOCh.

VY 37 nereit (14,8%) BciiencTBUE BBICOKOW MPOTEUHYPUU OTMEUAJICS TUIIOTHUPEO3.
Bonburyro yacte 3TUX AeTel COCTaBWIM MalMEHThl Oe3 HalWaeHHbIX MmyTtauui (12/37 —
32,4%), a taxke ¢ mytanusmu B reHax NPHS1 (7/37 — 18,9%), NPHS2 (8/37 — 21,6%),
WT1 (2/37 — 5,4%), LMX1B (2/37 — 5,4%), u o 1 (2,7%) peGeHKy ¢ MyTallusIMH B TeHaX
LMX1B, PLCE1, SMARCAL1, MYH9, OCRL u CFH.

VY manueHToB, BKIIIOUEHHBIX B MCCIEAOBAaHUE, Cpead MOP(HOIOTHUYECKUX THUIIOB
npeodsnananu  BMU u ®CI'C (cymmapHo 62%), 0pu KIMHUYECKH 3HAYMMBIX
HykineoTuaHbix BapuanTax B reHax COL4A3, COL4A4 u COL4A5 mopdomornyeckas
KapTHHA COOTBETCTBOBaJIa CcUHApoMy Aubnopta. [Ipm memOpanosHoi HedpomaTuu
MyTaIui HE BBISBIICHO.

[TonoBune nerert (136 — 54,4%) mnpoBoaWsiach MOMBITKA MATOTEHETUYECKON
Tepanuu MHTHOUTOpaMH KajbluHelpuHa LICA win TakpoiaumycoMm, MOJHAsS PEMUCCHUS
nocturnyta jumb y 18 nereit (13,2%), wactuunas — y 28 gereit (20,6%). Cnenyer
OTMETHUTb, YTO PEMHUCCHUS HOCUIJIA KPATKOBPEMEHHBIN U HECTOMKUN XapaKTep.

VY Oonpiiel yacTu naeTed, BhIMICHIIMX B pemuccuio (65,3%), He BBIABICHO
HYKJICOTHJIHBIX BapuaHTOB, BbBbBatomux HC. Cpenu oOTBeTHBIIMX JeTell ¢
BEpUPUIIUPOBAHHBIMU HYKJICOTHIHBIMU BapUaHTaMH HE OOHApYKEHO MpeoOsIagaroiux
T'€HOB.

Bce pnetn, BKIIOYEHHBbIE B MCCIENOBaHUE, TMOJy4Yaldd HEPPONPOTEKTUBHYIO
TEeparui WHTUOUTOpPAMHU aAHTMOTEH3WH-TIpEBpamiaimero ¢GepMeHTa, JIUYPEeTUKH U
Tepanuio aTkOyMUHOM B Ac0roTe 3a0oneBanus nmonydanm 78 aereit (31,2%), a 37 aersam
(14,8%) ¢ TUIIOTUPEO30M Ha3HAYCH IperapaT JCBOTHPOKCHHA.

3a Bpemsa HaOmoaeHuss 62 pebGenka (24,8%) cHUBWIM (PYHKIHMIO TOYEK IO
KITy0oukoBO# (punbTparuu a0 mudp, coorBercTBytonmx XbII 3 cr., a 'y 38 nereit (15,2%)
XBIT mporpeccupoBana g0 5 ct. [lonoBuna nereii ¢ BHC cHuzuna gyHkiuio moyex mo
KITy0oukoBOM ¢unbTpanuu 10 1udp, coorBercTByrommx XbII 3 cr., k¥ Bo3pacty 122
mecsieB, ¢ MHC — x 185 mecsiiam, 60mbImast 9acTh AeTeit ¢ Bo3pacToM jaebroTa crapme 1
roqa (121 — 80,1%) umenn coxpanHyto (DYHKITHIO MTOYEK MO KIIyOOUKOBOW (DUITBTpAITU.

Cpenu neteit, cHM3UBIIUX (YHKIUIO TOYEK MO KIYOOUKOBOW (PMIBTpAlu 0
mudp, coorBercTBytommux XbII 3 cr.,, B rpynme BHC mnpeBamupoBamm netu ¢
HykIeoTuaAHbIME Bapuantamu B rene NPHS1 (17,3%), NPHS2 (26,1%), WT1 (21,7%), B
rpynnax MHC u HC c Bo3pactom nebrota crapmie 1 roga He oOHapyKeHbl T'€HbI,
aCCOILIMMPOBAHHBIE C OOJIbIIECH BEPOATHOCTHIO CHUKEHUS (PYHKIIUU TTOYEK.
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Menuana cpoka mporpeccupoBanusi XbII no 5 cr. mpu BHC cocraBuna 36
mecsries, npu MHC — 151 mecsan, npu HC ¢ Bo3pactom neGrora crapmie 1 roga — 86
MECSIIICB.

Cpennuii cpok nporpeccupoBanusi XbII no 5 ct. mpu BHC cocrasun 44,063 mec.
+ 8,025 mec., mpu MHC —122,857 mec. = 32,020 mec., mpu HC c Bo3pacTtom mebroTa
crapmie 1 roma — 101,37 mec. £ 13,896 mec. (Pucynok 8).

Bo3spact nedrora
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Bpems natdmonenns no XbBII S cT., mec.

Pucynox 8. Kpusvie noueunoii svidicusaemocmu 3a epems HaOmooenus (om Oebroma),
n=250.

Cpenu nereit, CHU3UBIIMX (YHKIIMIO TTOYEK MO KIYOOUKOBOW (UIIBTPAIIMM HUXKE
15 mo/mun (XBIT 5 cr.), B rpynne BHC npeBanupoBanu netd ¢ BapuaHTaMu B T'eHE
NPHS1 (26,7%), NPHS2 (33,3%), WT1 (26,6%), B rpynnax MHC u HC ¢ Bo3pactom
nebrorta crapme | Toma He OOHApY)KEHO TEHOB, AaCCOIMUPOBAHHBIX C OOJBIIEH
BEPOSITHOCTHIO CHUKCHUS (DYHKIIUU TTOYCK.

JlocToBEpHOI KOPPETSAIMU MEXKIy BO3pacTOM Je0I0Ta W BO3PACTOM BBHIXOJAa B
XBII 5 ct. B X0/€ HacTosIIero uccieaoBanus He BosiiacHO (P>0,05).

B oTHomeHun Bo3pacta Ae00Ta U MOBPEKICHHOTO T'eéHa OTMEUAIOTCS HEKOTOPhIE
ornmuus (kpurepuit Kpackena—Yomnuca — <0,001): nanbonee panauii 1e00T XapaKTepeH
JUIS TAIIMEHTOB C HYyKJIeoTuaHbIMU BapuanTtamu B TeHax NPHS1, NPHS2, PLCEL,
LAMB2, mno3anuii ne0rT Oosiee XapakTepeH Ui MalMeHTOB C HYKJICOTHUIHBIMU
Bapuantamu B renax COL4A5, ACTN4, NUP93, INF2, TRPC6, LMX1B.

Koppensiiuii Mex1y NOBpPEXKICHHBIMU I'€HaMU W BO3pacToMm noctkeHus XbIT 5
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CT. He BbIsiBJIeHO (kpuTepuit Kpackena-Yomuca - 0,149).
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Pucynox 9. Kpusvie noueunoti evlocusaemocmu y oemell ¢ BepuhpuyuposaHHoll
ceHemuueckou npuquﬂoﬁ 3ab01e6aHUA U Oe3 Hee.

[IpoBeneH aHanu3 IMOYEYHOM BBIKMBAEMOCTH B 3aBHCUMOCTHM OT HaJIU4Us
reHetnueckol npuunHbl HC (Pucynok 9). Jlor-panr kpurepuii Mentensa-Kokca paBen
0,091, uro moATBEPKAAET OTCYTCTBUE CTATUCTUUECKU 3HAUMMBIX paznnuuii. Ha pucynke 9
MOXHO TPOCJEAUTh NapAJJICIbHBIA XOJ JIMHUM Ha paHHUX JTanmax C HauOOJBIIUM
KOJIMYECTBOM HAOJIO/ICHUH.

[IpoBeneH  aHamM3  MOYEYHOM  BBIKMBAEMOCTH B 3aBUCUMOCTH  OT
MOp(OJIOTUYECKOT0 JHMarHo3a, BBISIBIEHHOTOo B jeOrore 3aboneBanust (Pucynok 10).
Jlor-panr xputepuit Mentens-Kokca pasen 0,627, 9TO COOTBETCTBYET OTCYTCTBHUIO
CTaTUCTUYECKU 3HAYMMBIX OTJIMYMU B OTHOLIEHUHU nporpeccuposanust XbII 1o 5 cr. npu
Pa3IMYHBIX MOP(POJIOTHIECKUX TUTIAX.

Cpenu naruenToB, nocturimux XbIT 5 cr., 14 (42,4%) B kauecTBe MeTO/1a BRIOOpA
3aMECTUTENIbHOM ToueyHo Tepanuu HavaT remoguanu3 (I'Zl), eme 6 (18,2%) —
neputoneanbubiil nuanu3 (I1J1), 10 mamuentos (30,3%) 3a BpeMs HAOIIOACHUS MTOTYYUIN U
I'’)l, m IIJI B CBA3M ¢ BO3HHUKIIUMH OCJIOXHEHHUSIMH IIPOBOAMMON 3ddepeHTHOH
3amectutelbHOM Tepanuu. OctaBmuMcs 8,1% BBINMOJHEHA TpaHCIUIAHTAIUS TOYKHA Oe3
Hayajga 3(QEepeHTHON 3aMEeCTUTENIbHONW IMOoYeyHOM Tepanuu. Bo3Bpar 3aboiieBaHusS B
TpaHcmiantatr coctaBun  22-33%. Cpeau  TpacmaaHTHUPOBAaHHBIX — IMAlMEHTOB  C
BBISIBIICHHBIMU MYTAaIMsIMU TIPOIIEHT BO3BpaTa 3a00JICBaHUS B TPAHCIUIAHTAT OKA3aJICs
3HaUYUMO HUXe - 12%.
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Pucynox 10. Kpusvie noueunou @widxcueaemocmu 'y Oemet NpU  PA3TUYHBIX
mopgonozuueckux sapuanmax HC.

BbBIBOJbI

1. Cpenu geteil ¢ BpOXKIECHHBIM U WH(DAHTHILHBIM HE(PPOTUYECKUM CHHIPOMOM
OTMEYAeTCs] BBICOKAS YacTOTa TEHETHYECKH ACTEPMUHUPOBAHHOTO HE(PPOTHUECKOTO
cuHapoma - 85%, 4TO CyHIECTBEHHO MPEBBIMIAET ITOT MOKA3aTENb B IPYNIE C BO3PACTOM
nebrota crapie 1 roja.

2. Y gereii ¢ neOOTOM HEPPOTHUECKOTO CHHAPOMA Ha TMEPBOM TOAY KHU3HU
MpeBaIUpyIOT TaToreHHple BapuaHThl B TeHax NPHS1, NPHS2, WT1, uto MoXeT OBITH
WCTIONB30BAaHO  JJIS1  ONTHUMHU3ALMK  MOJICKYJSIPHO-TEHETHUECKOro  00cienoBaHuUs
poccuiickux AeTeld. B paMkax HACTOSIIETO HWCCIETOBAHMs BBISIBICHBI Ma)KOpHBIC IS
poccuiickoil rpynnel aereid HykieotuaHeie BapuaHThl (NPHS2 €.259G>T, p.E87%,
€.868G>A, p.V290M; NPHS1 ¢.3478C>T, p.R1160%*).

3. VY nereit ¢ paHHUM Je0IOTOM HEPPOTHUECKOrO CHHIPOMA PEXKE BCTpEUaeTCs
aprepuanbHas runeprersus (30,3% mnpotuB  53,6%), omHAKO AKCTpapeHaJIbHBIC
NpOsIBJICHUST OTMeuaroTcss B OosbiieM mporieHTe (70,7% mnpotuB 57,6%), deMm mpu
CTEpOUIPE3UCTEHTHOM HEPPOTUUECKOM CHHAPOME C BO3pacToM jAelrota ctapuie 1 roga.

4. Hanuuue sKCTpapeHalbHBIX NPOSBICHUM M XapakTepHas (EHOTUIINYecKas
KapTHHA TO3BOJSIOT CY3UTh KpYr JMArHOCTMYECKOTO TIOMCKa JO OJHOr0 TeHa,
NaTOT€HETUYECKU OTBETCTBEHHOIO 3a pa3BUTHUE 3a00JI€BaHUSI.
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5. He BoisBiEHO 3aBHCHMOCTU O0JI€€ OBICTPOTO MPOTPECCUPOBAHUS XPOHUUECKOM
0OJIe3HH TMOYEK OT OIpPEAENICHHbIX TE€HETHYECKUX WM MOPQOJIOTHUECKMX BapUaHTOB
NEPBUYHOTO HEPPOTUYECKOTO CHHIPOMA.

6. Xponudeckas Oo0Jie3Hb TOYEK TMpU paHHEM Je0rTe  3a00JIeBaHUS
mporpeccupyeT OBICTpee, YTO OT4YacCTH OOBICHSAETCA OOJbINed joiield  JeTel,
MYJIBTHPE3UCTECHTHBIX K TEpPaIuu.

7. Hecmotps Ha oOmenpuHsATOe MHEHHE 00 OTCYTCTBUU d(dekTa HHrHOUTOPOB
KaJbIIMHEHpUHA Y €Tl C HACJIECTBEHHBIMU BapuaHTaMH HE()POTUYECKOTO CHHAPOMA, Y
HEOOJIBIITOTO TPOIIeHTa JaHHas Tepanus 3¢ dekTruBHA. B X0/1e nccaenoBanus HE BBISIBICHO
B3aMMOCBS3H J1e(DeKTHOTO TeHa U OTBETA Ha TEPAIHNI0 HHTHOUTOpaMHU KaJbIIMHEHpHHA.

8. Jlume B OTHONIIEHWHM MAaJOro 4YHCIa BapHAHTOB BPOXKIEHHOTO U
WHDAHTUIBHOTO HEOPOTHUUECKOTr0 CHHApOMA (MAaTOreHHBbIE HYKICOTHIHBIC BapPUAHTHI
reHoB COQ2, COQ6, CUBN) cymiecTByeT nmaroreHeTHueckasi Teparus, OJIHaKO JaHHbIC
dbopmbl He AU GEPEHITUPYIOTCS HA OCHOBAHUU PE3YJIbTAaTOB CBETOONTHUYECKOTO aHAN3a
OMOINCUM TOYKH C mpeolnanaHueM (POKaIbHO-CETMEHTAPHOIO IJIOMEPYIOCKIEpo3a B
OOJIBIIIMHCTBE CITy4aceB.

9. C yyeToMm NOJyYEHHBIX PE3yJbTATOB U MEXIYHAPOIHOTO ONBITA, MPOBEICHUE
TPAHCIUTAHTAIIMK TTOYKU B OMUCAHHOW TpymIme JieTeld MEpCIeKTUBHO B CBSI3U C HU3KUMU
pUCKaMH BO3BpaTa 3a00JIeBaHMsI B TPAHCILJIAHTAT.

10. B GonbIIMHCTBE CIIy4acB OCHOBHBIM JHATHOCTHYECKUM HWHCTPYMEHTOM TIpH
BPOKICHHOM W HWH(PAHTUIHPHOM HEPPOTHUYECKUM CHHAPOME CJEAyeT MPHU3HATH
MOJICKYJISIPHO-TEHETHUECKUI aHallu3, a TAaKTHKY BEJCHUS CBECTH K IMOCHHIPOMHON U
He(PPOMPOTEKTUBHOMN TEpauu.

IMMPAKTUYECKHUE PEKOMEHJIAILIUN

1. TlpoBemeHme  MOJICKYJISIPHO-TEHETUYECKOTO  HMCCIICIOBAHUS  TapTETHBIX
obOnacTeit TeHOB, BbI3bIBaOIMX pa3zButue HC, NOPUOPUTETHO MO OTHONIICHHIO K
MyHKIIMOHHOM HedpoOuorcuu B CBA3H ¢ OONBIIECH JUATHOCTUYECKON U TPOTHOCTHUECKON
3HAYUMOCTBIO Y JIETEH ¢ 1e0I0TOM 3a00JIeBaHMs Ha TIEPBOM TOJTY JKU3HHU.

2. Jlersm c¢ Bo3pacToM aeOroTa 3a0oieBaHMs cTapiie | roja peKOMEHI0BaHO
MIPOBEICHUE MOJICKYJIIPHO-TEHETUYECKOTO HCCJIEIOBAHUS TapTeTHBIX 00JIacTell TEHOB,
Bbi3bpIBaONMX HC, numbe npu pe3sUCTEHTHOCTH K HMMMYHOCYIPECCHBHOM Teparuu
(ctepounpl, I{cA B TeueHue 6 MecsIeB).

3. Ilpomenenme mynkmuonnow Hedppoduoncuu naersm co CPHC ¢ Bospacrom
nebroTa cTapiie |1 roma moka3aHo BCEM JICTSIM.

4. Tlpu MOJIEKYJISIPHO-TEHETUUYECKOM TeCTUpOBaHMM poccuiickux aeteit ¢ BHC u
HNHC (a Takxe ux GeHOKONMUSIMHU) PEKOMEHI0BAHO UCCIIE0BAHNE TapreTHBIX obnacTeit 10
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F€HOB, HWMEIOIIMX HAWOOJBIIYI0 YacTOTy BCTPEYAEMOCTH W/WIIA  BO3MOXKHOCTU
cnenuduyeckont repanmuu: NPHS1, NPHS2, WT1, CUBN, COL4A5, COQ2, COQ6, ACTN,
CLCNS5, LMX1B.

5. Ilpu xapaktepHoM (eHOTHUIIE W HAIUYUH CHUHAPOMAIBHBIX MPOSIBICHHM
MOKa3aHO HWCCIEOBAaHNE KOHKPETHBIX TE€HOB, HYKIJICOTHUIHBIC BAapUAHTHI B KOTOPBIX
BBI3BIBAIOT COOTBETCTBYIOIIYIO KIMHNYECKYI0 KapTuHy (HC B KOMOMHAIMU C BPOKICHHOM
aHoManuell movyek W MoueBbIBOAAMUX myTeil — CRB2, Mukpodtanbm, Mukpoxopwus,
rimaykoma, 3[IMP — LAMB2, orcyTcTBHE HaAKOJICHHUKOB, TUTIOTUIa3us HOrTeil — LMX1B,
KOCTHasl JUCIUIa3usi, HeuTporneHus, runeprnurmenranus koxu — SMARCALL, noxHbIN
My)cKo# repmadpoautuzm — WT1).

6. Y nmereil ¢ BepuduuupoBaHHBIMU reHeTHUeckumu mpuunHamMu HC tepamus
WHTUOUTOpaMU KaJbIIMHEHpUHA MOXXET ObITh 3(P¢eKTHBHA, OJHAKO ATO HE JOJKHO
CIIY’KUTh OCHOBOW JJii PYTUHHOM KJIMHMYECKOW TpakTUKU. PemieHune m0IKHO
NPUHUMATBCS HA YPOBHE JIEUEOHBIX YUPEXKACHUN TPETHEr0 YPOBHSI C YYETOM
WHJUBUTyJIbHBIX OCOOCHHOCTEH peOeHKa.

7. Ilpu Bepudukanuy NPUYMHHBIX HYKJICOTHUIHBIX BapuaHToB B reHax COQ2,
COQ6, CUBN crnenyer He3aMemIUMTEIbHO HavaTh CHCIU(UUECKYIO MATOTCHETHUYECKYIO
Tepanuto (yOuaekapeHoH, II1aHOKoOaIaMuH ).

CIIMCOK PABOT, OITYBJIMKOBAHHBLIX 11O TEME IMCCEPTAIINA
1. MuaoBanoBa A.M., IlymkoB A.A., CaBoctbsinoB K.B., 3podook O.U., Bammypuna
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CIIMCOK COKPAUIEHUI
Al — aprepunanbHas THIIEPTEH3UA
BMMU — 60one3Hb MUHUMAaTbHBIX U3MEHEHU I
BHC — BpoxaeHHBII HEPPOTUIECKUI CHHAPOM
I'BM — rinomepynsapHas 6azanbHas MmeMOpaHa
'] — remonuanus
NHC — undanTuibabii HehpOTHUECKUI CHHAPOM
HC — nedportuueckuit cuaapom
[TJ] — mepuTOHEATBHBIN AUATIU3
CPHC — cTepouape3ucTeHTHBIN HEPPOTUIECKUN CHHIPOM
OCI'C — dhokambHO-CETMEHTAPHBINA TIIOMEPYIOCKIEPO3
XBIT — xpoHnueckas 00J1€3Hb TOUEK
IIcA — nuknocnopuH A

I/ — meneBas quadparma



