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KNAUHUYECKUU CNYYAU BTOPUYHOW
APTEPUANBHOMU TMNEPTE3UU Y PEBEHKA

C AYTOCOMHO-AIOMUHAHTHbIM s+

MNOIMKUCTO30M NOYEK




AKTYyanibHOCTb Npo6aembl nonnKucrtosa noyek (MM) y netet obycnosneHa
BO3pPaCTHbIMW 0cObeHHOCTAMM POPMUPOBAHUA MOYEYHbIX KUCT U KIMHUYECKUNX
NPOSIBNIEHNI, YaCTbIM Pa3BUTUEM CUHAPOMA apTePMaNbHOM TMNEPTEH3NU U
OC/IOXKHEHUM, NCXOA0M B XPOHUYECKYIO MOYEYHYIO HeJ0CTaTOYHOCTb.

MMM - opHO U3 Hambonee YyacTbix HACAEeACTBEHHbIX 3ab0neBaHMI, NPUBOAALLNX K
PA3BUTUIO TEPMUHANBHOMN XPOHMUYECKOM NOYeYHOM HeaocTaTouHocTH (TXITH).

I'IonmopraHHoe nopaxxeHmne n BbiICOKaAd 4HaCToTa OCJ'IO)KHeHMl\/JL O6VCI'IOBI'I€HHbIX
NMOTMKNCTO3OM MNOYEK, MPMBOAAT K BbICOKOM CMePTHOCTUN U 3HAYUTEJ/IbHO
yXyauwarT Ka4eCTBO XKU3HU 60NbHbIX.




NonukucrosHaa 6one3Hb nouek (MbIM) — HacheacTBeHHas
HepponaTma, obycnoBNeHHasa MyTaLUMeEN FTeHOB, OnNpeaenatoLLLMNX
CTPYKTYPY NOYEYHbIX KaHa/IbLUEB B X IMOPUOHA/IbHOM
Pa3BUTUU, NpoaBAAtOWaaca o6pa3oBaHUEM KMUCT BO BCEX
oTAeslax No4vek, NporpeccupoBaHne KOTOpPbIX BedeT K
CKNIEePO3UPOBAHMIO NOYEYHOM TKaHU K pa3BuTuto XIMH.

YacTtoTa ayTOCOMHO-PELUCCUMBHOM NOJIMKUCTO3HOM BonesHu
noyek (APTBI) B aeTckom Bo3pacTte coctasaseTt 1:100000,
ayTOCOMHO-A0MMUHAHTHOMN NOJIMKUCTO3HOM HONE3HU NoYeEK
(AAMNBIM) —1:400 - 1:1000 HOBOPOXKAEHHDbIX.




KNACCUDOUKAA MBI

- AYyTOCOMHO-A0MUHaHTHaA lNbl1;
- AyTocoMmHoO-peueccuBHaa lbll;

- HeytouHeHHaa [1bI1.

B MKbB X-ro nepecmotpa MM otHocuTcA K Knaccy Q (XVII) — BpoxKaeHHbie
aHOManun (NopoKu pas3snTusa), Agepopmaumm U XPOMOCOMHbIE HAapYLLUEHUA:

- ayToCOMHO-peueccmsHbIn MM —Q 61.1;
- ayTOCOMHO-A0MUHAHTbLIN M — Q 61.2;

- HeyToYHeHHbIN MM —Q 61.3.



KNNIACCUPUKAA MBI (S. M. Bonsib, 2010)
APMNBbIN:

- KNnaccnyeckum (MHPaHTUAbHBLIN) TMN (Y HOBOPOXAEHHbIX, AeTen Ao 1 roaa);

- neTckum tmn (c pnbpo3om neyenn).

AANBN:
- Knaccnyeckum tmn (y B3pocnbix);

- TUN € PaHHen MmaHudecTaumemn B 4ETCKOM BO3pacTe.



TEHETUYECKUE BAPUAHTDBI AANBIN

- 80% AAMNBI cBaA3zaHo ¢ myTaumen reHa PKD1, pacnono*KeHHoro Ha
KOPOTKOM nsiede xpomocombl 16 (16p13.31—p13.12). PKD1 KoanpytoT CUHTES
MembpaHHOro rmukonpoTemHa n nonmumnctnHos 1 n 2 (PC1 n PC2);

-15% AANNBM accounmnpoBaHbl ¢ myTaumen reHa PKD2, pacnono*KeHHOoro Ha
AMHHOM nJiede xpomocombl 4 (4921—g23) n Kogmnpytowero NPoTeEUH,
B3ammogeunctaytowmm c PC1 n PC2;

- 5% AMNNBI He cBA3aHbl HX C OAHUM U3 NepeyYncsieHHbIX reHoB. B

HacToALlee BpemA HeT e4UMHOro MHEeHMA O I0KaAn3aLuKM 3TOro TpeTbero reHa
M OH YCNOBHO Ha3BaH PKD3.




TMMCTONOrna AANbn

MHOKeCTBEHHbIEe Kpyr/ible
KNCTbl Pa3HbIX pa3smepos
pacnpenenatTca no BCeun
napeHxmme NoyKku, 6bICTpo
TepAOT CBA3b C KaHaNbLeM
HedpoHa.

C BO3pacTtom npoucxogut
HenpepbIBHbIN POCT AMAMETPA
KUCT B MOYKax.

1 - KUCTbI 3aN0/IHEHbI NPO3PaYHON, CEPO3HOM UK
MYTHOW XUAKOCTbIO;
2 - PYHKUNOHMpYLOWME HEPPOHDI.




MATOIEHE3 NN

»




KAUWHUYECKAA KAPTUHA AANBMN

AAMNBI moxKeT NpoTeKaTb 6ECCMMNTOMHO B TEYEHUE NEPBbIX HECKOJIbKNX
aecaTuneTun }usHu. NMpu anarHoctuke AAMNBI B Bo3pacte go 15 ner

MCNONb3yeTcA TePMUH «paHHee Havyano», Ao 18 mecAues — «O4YeHb paHHee
Ha4yano».

PeHanbHbie nposaeneHusa AAIBIT: IKcmpapeHanwbHble npoasneHua AAIBIT.

- apTepuanbHaa rmnepTeH3uns; - KUCTbl B NeYeHN, NoAXKeNyao4HOW Kenese,
- 6oneBown CUHAPOM; r0/IOBHOM MO3re, AMYHMNKaX, Cesie3eHKe;

- remartypus; - aHeBPU3Mbl COCYA0B r0/IOBHOINO MO3ra;

- MpPOTeuHypwusa; - NPONANCbl KNanaHOB, N3 KOTOPbIX CaMbIM

- HedppoNUTUa3. PaCcnpoCTpaHeHHbIM ABAAETCA Npoaanc

MNTPAJZIbHOTO KJ/1alaHa .



APTEPUAZIbHAA TMNEPTEH3UA NMPU AONBI

ApTtepuanbHasa runeprteH3sua (Al) — oguH n3 cambix paHHUX Nnpu3Hakos AANMBI.

Y 50-70% nauunentos c AAMNBI Al pazBmBaeTcA 40 CHUXKEHUA CKOPOCTU
KNybo4ykoBOM punbTpalmu.

Bo3pacT BbiaBneHua Al y B3pocnbix —32-34 roaa.

YacTtoTta BbiaBneHus Al'y aeten ¢ AAMNBI coctasnsaet 20-35 %.




MATOIEHE3 Al MPU AANBI

YBennyeHune obvema KUCT

Komnpeccus BHYTPUNOYEYHbIX COCYA0B

M peHunHa

P aHrMoTeH3nHa

* JHAoTeNnmnanbHoe
noBpexaeHune
Bbl3BaHHOE * TGF —BceKkpeuus;
OKCUAATUBHbBIM * “anbaocrtepoHa
CTpeccom;
 /MaHpoTenunHa

MCuctemHoro cocyamncroro 3ageprkka Na, YcuneHue pocta
CONPOTUBEHUS noyeyHbin dpnbpos KUCT
v

MporpeccMpoBaHne NOYEYHOIO NOPAXKEHUS U apTepUanbHOM rMNepPTEH3UN

* N aHrMOTEeH3UHa;
* M cekpeuumn
dbaKTOpOB pOCTa




NEYEHUE AANBN

KoHcepBaTuBHOE fleyeHUe 3a601eBaHUA HaNpaB/IeHO Ha CHUMKEeHUE TEMMNOB POCTa
KUCT M 3amMe/IeHNE NPOrpeccupoBaHmsa ANCPYHKLUM NoYeK (peHonpoTeKuuto).

Y netem n noApPOCTKOB NPOLW/N KANMHUYECKNE UCMbITAHMUA aHTAaroHUCTbI peuenTopa
V2 BasonpeccnHa, MHFIMbUTOPblI MyNIbTUKMHA3bI, aHa/1I0FM COMATOCTAaTUHA,
CTaTUHbI, UHIMbUTOPbLI MTOP, MeTdopMUH.

[Mpn apTepmnasbHOMN TMNEPTEH3UN NpenapaTamm Bbibopa ABAAOTCA MHIMOUTOPDI
aHrMOTEeH3MHNpeBpawiatowero depmeHta n 610KaTopbl peLenTopos
aHrmorteHsuHa ll.

B TepmunHanbHom ctagnm XIMNH npoanntb *KM3Hb NaUuUEHTY MOTYT NEPUTOHEA/IbHbIW
ANANN3 U TPAHCNNAAHTAUUA NOYeK.




COBCTBEHHOE KTMHUYECKOE HAB/TIOOEHUE

Maneyuk C., 16 nem, nocmynusa 8 KAPOUOPEBMAMOos102u4ecKkoe omoeseHue
[ocyOoapcmeeHH020 6003 emHo20 yypexcoeHus «[opoOcKaa 0emcKasa KAUHUYeCKas
bonbHuya No 1 2. loHeuyka» 014 naaHo8o020 obcinedo8aHuUA.

AHAMHE3 3ABOJIEBAHUA

Y pebeHKa B Bo3pacTe 3 neT coHorpaduyecku boin anarnoctmposat MMM (obcnepgoBaHme
NpPoBOANNOCH B CBSI3M C Hanmuumem MMM y oTua nauueHTa). B Bo3pacte 12 net npu
obcnenoBaHMM No NoBoAyY *anob Ha roNoBHbie 60K bblna BbiABAEHA apTepuanbHas
runepteHsua 140/80 mm. pT. CT., MUKpOoanbbymunuypusa — 97,8 mr/24 yaca. B tepanuto
BK/ItOYEH N03apTaH Kanma 50 mr B cyTKK. B Bo3pacTe 15 net otmeyeHO noBbllleHne
MUKpoanbbymunHypum ao 151,2mr/24 yaca. NpoBeaeHa KoppeKLma Tepanmm — NOBbILLEHA
N03a no3aptaHa Kanuna ao 100 mr B CyTKM, KOTOPbIN pebeHOoK No/siyyaeT A0 HAaCToALLEro
BPEMEHMU.



AHAMHE3 KU3HU

PebeHoK oT || bepemeHHOCTH, NpoTeKaBLUEN C BHYTPUYTPOOHOM rMNOKCUEN
N 3a0ePKKON BHYTPUYTPOOHOro pa3ButmaA naoaa, | natonornyeckux poaos.
Poabl nyTem KecapeBa cevyeHUA. PacteT n pa3BMBaeTcA COOTBETCTBEHHO
BO3pacTy.

HacnedcmeeHHbIlU aHamHe3: y otua — I, peHanbHasa rmnepTeH3uns,
reMmopparnyeckmuim NHCyNbT, Yy MaTepu — BUTUIUTO.



OBbEKTUBHbIN CTATYC

Mpun noctynneHnn coctossHne peberHKa yaoBaeTsopuTtesibHoe. TemnepaTtypa
Tena 36,6°, YCC — 66/muH; YO — 20/mnH, A —122/66 mm pT. cT., UMT —
20,2 Kr/m?. HopmoCcTeHMYECKOro TeNOCN0XKEeHUA, YA0BNETBOPUTE/IbHOTO
NUTaHMA. KoXKHble MOKPOBbl 0ObIYHOTO LBeTa, HeBYCbl C3TTOHA Ha CNMHE.
Cnunsucrtble po30Bble, YMcTble. [IbixaHMe yepes3 Hoc cBOboaHOE,
oTaenAaemoro Het. KOCTHO-mbllWeYyHaa cuctema: S-obpasHbii CKONMO3
LUEMHO-TPYAHOro OTAeNa NO3BOHOYHUKA, N1ocKocTonue. [lbIxaHne B Nerkux
Be3nKynAapHoe. NpaHuLbl OTHOCUTENBHOW CEPAEYHOMN TYNOCTU BO3PACTHbIE.
ToHbI cepaua rpoMKue, pPUTMUYHbBIE, KOPOTKUN CUCTOSTMMECKMIN LUYM HA
BepxyLiKe 6e3 30Hbl npoBeaeHUa. "KMBoT marknin, 6esbonesHeHHbI.
[MeyeHb y Kpaa pebepHou ayru. CeneseHka He nanbnupyetca. Ctyn 1 pas 8 2
AHA, opopMaeHHbIN. MouyencnyckaHue He HapyLUeHO.



NABOPATOPHbIE METOAbI OBCJ/IEAOBAHUA

Knurnuyeckuii aHanu3 Kposu: sputpoumntbl — 4,99 T/n, Hb — 148 r/n,
nemkountbl —5,81/n,3.—-2%,n.—1%,c.—55%, n.—32 %, m. — 10 %,
Tpombountbl — 200 I'/n, Ht — 42,5 %, CO3 — 3 mm/yac.

BbuoxumuyecKuii aHanu3 Kposu: rntokosa — 4,7 mmonb/n, obwmin 6enok — 69
r/n, bunnpybuH obwmnim — 15,7 mKkmonb/n, B Tom uncae npamom — 3,1
MmKmonb/n, ACT —27 Ea/n, AT — 34 En/n, moyeBuHa 5,2 MKMOAb/ A,
KpeaTUHUH — 94, 0 MKMOAb/N1, CKOPOCTb KybouKoBoi puabTpaLmm — 69
MA/MUH., XoNectepuH — 3,2 MKMOJb/ .

MakpoanemeHmeobl Kposu: Kanuii — 3,8 mmonb/n, HaTpuii — 136 mmonb/n,
docdop — 1,1 mmonb/n.



NABOPATOPHbIE METOAbI OBCJ/IEAOBAHUA

Obwuli aHAAU3 MOYU: LBET — CBET/I0-KeNTbl, KNCNOTHOCTb — cnabo-Kmncnas,
OTHOCUTENbHAA NJIOTHOCTb Moy — 1016, 6enoK — HeT, caxap — HeT, AaNUTeIUn
NNOCKMN — 1—-2 B none 3peHna, 1eMKOUNTbl — 2—3 B Nose 3peHUA., SPUTPOLUUTbI —
HET, UMWNUHAPbI — HET, C/IN3b — HET, bBaKTepPUN — HET, CONN — HET.

AHanu3 moYu no HeyunopeHko: nenkountbl — 750, sputpoumntsl — 500,
LWINHAPOB HET.

AHanu3 moYu no 3umMHUYyKomy: nHeBHOU anype3 — 1200 mn, HOYHOW Anypes —
700 mn, oTHoCcUTenbHaA NAOTHOCTbL mo4vn 1005-1012.

AHOU3 MOYU HA CYMOYHYIO NPOMeUuHypUuro U 2/F0KO3Y: OTPUL,ATE/IbHbIWN.
BbuoxumuyecKuii aHAAU3 MOYU: MUKPOanbbymuH B moye 135 mr/24 yaca.

EaKmepuonoauquKoe uccsneoosaHUe MoYu: NAaTOreHHbIe U YC/10BHO MnaTtoreHHble
MUKPOOPraHN3mbl HE BblABJ/1IEHDI




UMHCTPYMEHTAJZIbHbIE METOAbI OBCNEAOBAHUA

Y3U noyek u mo4yeso20 ny3bipA: NOYKN
PACNO/IOXKEHbI B TUMNUYHOM MecCTe, pa3mepbl B
npeaenax BO3pPacTHOM HOpMbI. [apeHxnma Ha
6ONbLIMHCTBE BU3YA/IM3UPYEMbIX Y4acTKax bes3
YEeTKOMN KOPTUKO-MeayNNapHON
anddepeHUNPOBKU, reTeporeHHas, ¢
HEPABHOMEPHbIM NOBbILLEHNEM 3XOTEHHOCTMW.
B Hen, npenmyLLecTBeHHO B Npeaenax
KOPTMKaNbHOW 30HbI, OTMEYaOTCA OTAE/IbHbIE
OTrpaHUYEHHblIe aH3XOoreHHble 0bpa3oBaHUA
HEenpPaBMIbHOM OKPYrnon Gopmbl PA3IMHHOTO
anametpa (oo 21,5 mm B 1eBOM MOYKE U A0
12,6 mm B npaBoi). HopmanbHaA aXxoKapTUHaA
Mmo4eBoro ny3bipa. O6nacTtb HaANOYEYHUKOB
6€e3 NaToNornyecknx N3MeHeHuN.
3aKnryeHue: NOANKUCTO3 NoYeK («B3pOoCabln»
KIMHNYECKUN TUn) (PUCYHOK 1).

Moykw
C5-2
20y
13cm

2D

H1

Gn 100
232dBICS
FI212

19 38

PucyHoK 1. 9xoKapTunHa npu nposegeHnun Y3 noyexk.
PebeHokK C., 16 net



UHCTPYMEHTAJIbHbIE METOAbl OBC/IEAOBAHUA

Y3U opz2aHoe bprowHOl nosocmu: HoOpMasibHAsi 3XOKaPTUHA NeYeHMN,
YKEeNYHOTrOo Ny3blpA, NOAKENYA0UYHOMN Kenesbl, CeNie3eHKN.

Y3U wumoeuodHoU xcenesobi: HOPMasbHAA 3XOKAaPTMHA WNTOBUAHOWN Kese3bl.
O6wuin obvem — 14,46 cm>

Y34l cocyoos weu: nesaa Nno3BOHOYHAA apTeEPUA MANOro AnameTpa.
YCKOpeHue KPpOBOTOKA MO COHHbIM M MO3BOHOYHbIM apTepmnam. ACUMMeETPUA
KPOBOTOKA MO NO3BOHOYHbIM apTEPUAM.

Y3/l cocyoos ocHOBAHUA MO320: CHNXKEHUE KPOBOTOKA MO CPEAHUM U
nepegHUM MO3rosbim aptepmam. CHUXKEHNE KPOBOTOKA MO NO3BOHOYHbIM
apTepuam.

Ixo-KrI: pa3amepbl Kamep cepLia COOTBETCTBYIOT NAOLLAAN NOBEPXHOCTU TENQ,
bYHKLMA KNanaHOB He HapyLLeHa, COKPAaTUMOCTb MMOKapAa B HOPMe.




UHCTPYMEHTAJIbHbIE METOAbl OBC/IEAOBAHUA

3KrI: puTm cuHycoBbli, perynsapHbin; YCC — 58-66/muH, PQ —0,14”, QRS —
0,077, QT —0,38", BepTUKanbHOE NONOKEHMNE INEKTPUYECKOM OCK cepaLa.

Xonmepoesckoe moHumopupoeaHue A/fl: CpeaHee 3HayeHue ALl coctasunm
aHem — 112 n 65 mm. pT. CT., HOUYbO — 95 1 50 mm. pT. cT. CpegHaa HCC gHem —
70 ya/MuH, Houbto — 52 ya/MuH. CTeneHb cHUXKeHus ALl B HOYHble Yackl: CALl
(15,6%) — aunnep; AA (23,3%) — runepamunnep. MakcMmanbHblie 3Ha4YeHUA
AL aHem 136 1 85 mm. pT. CT., HOUbO — 110 1 60 mm. pT. CT. MUHMUMANbHbIE
3HavyeHua Al gHem — 89 1 36 mm. PT. CT., HOYbO — 83 1 40 mMm. pT. CT.

Ro-2pagpus weiliHo20 omoena No3860HOYHUKA: S-0OpPa3HbIA CKONNO3 LLENHO-
royaHoro otaena. HectabunbHOCTb LLENHbIX cermeHToB. CnoHAMN0apPTPO3
COYNEHEHUWN LLIENHbIX CETMEHTOB.



UHCTPYMEHTAJIbHbIE METOAbl OBC/IEAOBAHUA

MPT weliHo20 omoOena No360HOYHUKA: OCTEOXOHPO3, CNOHANI0APTPO3,
CnoHAuNEe3 LWEMHOIO OTAENA NO3BOHOYHUKA. [TpOTPY3MKM MeXNO3BOHKOBbIX
aunckos C,—C,, C,—C,,, Ha MP-aHrnorpammax aptepuu wewn cocyabl 6e3
NPM3HAKOB MaTO/IONMYECKOM U3BUTOCTU, XOA, COCYA0B 06bIYHbIN, MP-curHan
CTabubHbIN Ha BCEM MPOTAKEHUN, NATONOTMYECKOro nameHeHmnsa MP-curHana
He BblAB/IEHO.

MPT 20/108H020 M0320d: O4aroBbiX 1 06 beMHbIX U3MEeHEeHUIN B TOJIOBHOM
MO3re Ha MOMEHT UccaeaoBaHUA He BblAB/IEHO. PacluMpeHue uUCcTepH

roN0BHONo Mo3ra U cybapaxHouaanbHbIX NPOCTPAHCTB B IOOHbIX 0b61acTAX €
obeunx CTOpoH.



UHCTPYMEHTAJIbHbIE METOAbI OBCJ/IEAOBAHUA

MynbTucpesoBaa KoOmnbloTepHaa Tomorpaduma 6pLoLLHOM NONOCTH,
3a0pOLWMHHOIO NPOCTPAHCTBA C NPeABapUTENbHbIM Per 0S KOHTPACTUPOBAHUEM.
Bo Bcex cermeHTax no4yeKk onpeaensitoTca MPOoCTble U KONJIOUAHbIE KUCTbI : CMPaBa
ot 0,5cm 1,5%1,2 cm; cnesa ot 0,5 cm go 1,9*%1,7.

3aKnawyeHue: NPocTbie U KONNOUAHbIe KNCTbl 0benx noveK (PUcyHoK 2,3)

PucyHoK 2,3. KT-npu3Hakn noanKncTo3a noyek. PebeHok C., 16 net



KOHCYNbTALUUU CNELUUMANTUCTOB

KoHcynomayusa Heeponoeaa: uedanrna HanpaxKeHma c Npu3Hakamu
BHYTPUYEPENHOWN TMNEepPTEH3UN U HapyLleHUEeM BEHO3HOIO OTTOKA.

KoHcynemayusa okynucma: mvonua O[] cnabou cteneHw.

KoHcynomayus depmamonoza: Heycbl CeTToHa.




BbIBOAbI

» ANNBIN — pegkas B AeTCKOM BO3pacTe HacneAcTBeHHaa HedponaTus.

» OcobeHHOCTbIo A@HHOro cyYyas ABAAETCA AOKa3aHHbIN Hac/eaCTBEHHbIN
XapaKTtep 3abonesaHun (y otua pebenka M), Hannume y naumenta ACT,
PaHHee BbiiBEHWE NATO/I0TNK (BO3pacTe 3-X 1eT), paHHee ee NposiBAeHUE
(B BO3pacTe 12 net) B BUAE peHaAbHOM rMNepTeEH3UM.

» [pMmeHeHne MHrIMbuTopa aHrMoTeH3MHNpEeBpaLLatoLWwero depmeHTa
N0o3apTaHa Kanusa ABNAeTcA aKTUBHOM dapmaKoTepanmnuen aptepuasbHom
rMNEePTEH3NMN U PEHONPOTEKUMM Y AAHHOIO NayMneHTa.
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