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neguatpumn N2
MockantoK O.H. — poueHT Kadpeapbl nponeaeBTUKKN NeauaTpmumn



AKTyanbHOCTb Npobaembl nonMKMUcTo3a noyek (MM) y neten obycnosneHa
BO3PACTHbIMM 0COBEHHOCTAMM GOPMUPOBAHUA NOYEYHbIX KUCT U KTUHNYECKUX
NPOABAEHMMN, YACTbIM PA3BUTUEM CUHAPOMA apTEPUATBHON TMNEPTEH3UN U
OCNOXHEHUWN, UCXOAO0M B XPOHUYECKYHO MOYEYHYIO HEAOCTAaTOYHOCTb.

MM - ogHO U3 Hambonee 4YacTbiXx HAacNeACTBEHHbIX 3a060n1€BaHNIN, NPUBOAALLUX K
PA3BUTUIO TEPMUHANBHOW XPOHUYECKOW NoYyeyHom HeagocTaTouyHocTH (TXIH).

I'IonmopraHHoe nopaxxeHne n BbICOKaAd 4aCTtoTa OCJ'IO)KHGHMVI, O6yCI'IOBI'IeHHbIX
NO/IMKUCTO3OM MOYEK, NPUBOAAT K BbICOKOM CMEPTHOCTN U SHAYUTENTbHO
yXyaLwarT Ka4eCTBO KU3HU 60NbHbIX.



MonukucrosHaa 6onesHb nouek (MbIM) — HacneacTBeHHaAA
HedponaTusa, obycnoBaeHHAA MyTaUuMen reHoB, onpeaenatoLmnx
CTPYKTYPY NOYEYHbIX KaHa/IbLEB B UX SMOPMOHAIbHOM
Pa3BUTUM, NpoABAAtOLLAACA 06pa3oBaHMEM KUCT BO BCEX
OTAeNax NoYeK, NPOrpeccnpoBaHmne KOTOPbIX BeAET K
CKNepo3nUPOBAHMIO NOYEYHOW TKaHU U pa3BuTuto XIMH.

YacTtoTa ayTOCOMHO-PEeLMnCCUBHOMN NONNKNCTO3HOM BonesHu
noyek (APIMBI) B aeTckom Bo3pacTe coctasnaeT 1:100000,
ayTOCOMHO-A0MWHAHTHOM NOJIMKUCTO3HOM 60N1E€3HN NoYEK
(AOMNBIM) —1:400 - 1:1000 HOBOPOXKAEHHDbIX.




KNACCUDOUKAA NBIN

- AYTOCOMHO-A0MUHaHTHaA [bI1;
- AyTocOMHO-peueccuBHaa b1,

- HeytouHeHHaAa T[1BI1.

B MKB X-ro nepecmotpa MM otHocuTcAa K Knaccy Q (XVII) — BpoxaeHHble
aHOMannu (NopoKu pa3BmTUA), aepopmaLmm N XPOMOCOMHbIE HAPYLLUEHUA:

- ayToCcOMHO-peueccmBHbIn MM —Q 61.1;
- ayTOCOMHO-A0MMUHaHTbIN M — Q 61.2;

- HeyToYHeHHbIn MM —Q 61.3.



KNACCUDPUKAA NbN (S. M. Bonsib, 2010)
APNBN:
- Knaccnyeckum (MHPaHTMAbHLIN) TMN (Y HOBOPOXKAEHHbIX, AeTer Ao 1 rona);

- neTcKun Tmn (c pnbpo3om neyeHn).

AANBMN:
- Knaccunyeckmim Tmn (y B3pocnbix);

- TUN C paHHEeN maHndecTayumnen B 4eTCKOM BO3pacTe.



TEHETUYECKUE BAPUAHTDbI AANBMN

- 80% ALMNBI cBaA3aHo ¢ myTaumen reHa PKD1, pacnono*XeHHoro Ha
KOPOTKOM naedye xpomocombl 16 (16p13.31—p13.12). PKD1 KoampytoT cnHTE3
MeMbpaHHOro rmuKkonpoTenHa n nonmuuctuHos 1 n 2 (PC1 mn PC2);

- 15% AANBI accoummpoBaHbl ¢ myTaumen reHa PKD2, pacnonoXeHHoro Ha

OJIMHHOM naeye xpomocombl 4 (4921—q23) n KoanpyroLwero NPOTENH,
B3ammopaeunctaytowmm ¢ PC1 n PC2;

-5% ALNBI He cBA3aHbI HXU C OAHUM U3 NepedYnceHHbIX reHos. B
HacToALllee BpemA HeT eaUMHOro MHeHMA O 1I0KaIn3aLmMn 3TOro TpeTbero reHa
N OH YCNOBHO Ha3BaH PKD3.




TMMCTONOIrunAa AAQNbn

MHOKeCcTBEHHbIe KpYrble
KUCTbl Pa3HbIX pa3mepos
pacnpeaenarTca no BCeu
napeHxmMme No4ku, bbicTpo
TEPAIT CBA3b C KaHa/IbLEM
HedpoHa.

C Bo3pacTom npomcxoaut
HenpepbIBHbIN POCT AMAMETPA
KMUCT B MOYKaX.

1 - KNCTbI 3aN0IHEHbI NPO3PAaYHOMN, CEPO3HOMN UK
MYTHOM }XUAKOCTbIO;
2 - PyHKUMOHUpPYIOLWME HEPPOHDI.




MATOIEHE3 NN

»




KJINMHUYECKAA KAPTUHA AANBIN

AOMNBIN mokeT npoTekaTb 6ECCMMNTOMHO B TEYEHUE MEPBbLIX HECKO/IbKUX
aecatnneTuu xum3uun. MNpu anardoctmke AANBGI 8 Bo3pacTte go 15 ner

MCNOJIb3yeTca TEPMUH «paHHee Hayano», Ao 18 mecaueB — «0YeHb paHHee
Hayano».

PeHanbHble nposaeneHua AAIBIT. IKcmpapeHanwvHbie npoaeaneHua AAIBIT.

- apTepuanbHaa rmnepTeH3uns; - KNCTbl B N€YEHN, NOAKENYAOUYHON Kenese,
- 60n1eBOV CUHAPOM; rOJJOBHOM MO3re, AMYHUKAX, ceneseHke;

- remartypwuas; - aHeBpPM3Mbl COCYA0B r0JIOBHOINO MO3ra;

- NPOTENHYpPUSA; - NPO/ANCbl KNanaHOB, U3 KOTOPbIX CaMbIM

- HedpoUTUAS. PAcNpPOCTPaHEHHbIM ABNAETCA Nnpoaanc

MNTPA/ZIbHOIO K/1alaHa .



APTEPUANIbHAA TUMNEPTEH3UA NPU AONBI

ApTtepuanbHana runepteHsua (Al) — oanH 13 camblx paHHUX npu3Hakos AANMBI.

Y 50-70% nauunenTtos ¢ AAINBIT Al pazBuBaeTca A0 CHUXKEHUA CKOPOCTU
KnybouykoBOW PpuabTpalmn.

Bo3pacT BbiAaBneHua Al y B3pocabix —32-34 ropa.

YacTtoTta BbiaBneHusa Al'y geteu ¢ AANBI coctasnaet 20-35 %.




MATOIEHE3 ATl MPU AANBN

YBenmyeHmne obvema KUCT

Komnpeccua BHYTPMNOYEUYHbIX COCY40B

MpeHnHa

M aHrnoteH3nHa

* JHAOoTennanbHoe
noBpexaeHue
BbI3BaHHOE * TGF —BceKkpeuus;
OKCMAATUBHbIM * “anbpoctepoHa
CTpeccom;
 “MaHpoTenuHa

*  MaHIMMOTEH3UHa;
*  “PceKkpeuunmn
$aKTOpOB poCTa

M CnucTeMHOro cocyamcToro 3apeprKka Na, YcuneHue pocTa
CONPOTMUBAEHMUSA no4Ye4yHbin dnbpos KUCT
y

MporpeccupoBaHMe MOYEYHOTO NOPAXKEHMA U apTepuaibHON TMNEPTEH3NN




NEYEHWUE AANBMN

KoHcepBaTuBHOE eyeHune 3ab601eBaHNA HaNPaBAEHO Ha CHUXKEHNE TEMMOB POCTA
KUCT U 3aMe/1IeHne NporpeccmpoBaHmna AMChHYHKLMUKM NoYeK (peHonpoTeKLmto).

Y peten n NnoapoOCTKOB NPOLUAN KAMHUYECKME UCMbITaHMA aHTAaroHUCTbI peuenTopa
V2 Ba3onpeccuHa, MHIMbUTOPbl MyIbTUKMHA3bI, aHA/IOTU COMATOCTaTUHA,
CTAaTUHDbI, UHIIM6UuTopbl MTOP, meTdpOopMUH.

[Mpun apTepranbHON TMNEPTEH3MM NpenapaTamm Bbibopa ABAAOTCA MHTMBUTOPDI
aHrMoTeH3nHNpeBpawiatowero pepmeHTa u 6a10KaTopbl peuenTopos
aHrmoteHsuHa ll.

B TepmuHanbHon ctagmum XMH npoannTb XU3Hb NAUMEHTY MOTYT NEPUTOHEA/IbHbIN
ANANN3 U TPAHCN/IAHTALUMA NOYEK.




COBCTBEHHOE KTMHUYECKOE HABTIOAEHUE

Manesyuk C., 16 nem, nocmynusa 8 KapOUoOpesmMamaoso2u4ecKkoe omoesieHue
[ocyOoapcmeeHHO020 6003 emHo20 yypexcoeHus «[opo0cKaa 0emcKasa KAUHUYEeCKas
6onbHuya Ne 1 2. /loHeuka» 0718 naaHo8020 obcs1e008aHUA.

AHAMHE3 3ABOJIEBAHUA

Y pebeHKa B Bo3pacTe 3 net coHorpadunyeckm 6bin gnarHoctmposaHt I (obcnepoBaHue
NpPoBOANAOCHL B CBA3U C Hanmumem MMy oTua naumeHTa). B Bo3pacte 12 net npwu
obcnepoBaHMM NO NOBOAY *Kanob Ha ronoBHbie 60K bbla BbiBNEHA apTePMaIbHaA
runepteH3nsa 140/80 mm. pT. CT., MUKPOanbbymuuypmsa — 97,8 mr/24 yaca. B tepanuto
BK/ItOYEH N03apTaH Kanma 50 mr B cyTKK. B Bo3pacTte 15 et oTmeyeHO nosbllleHne
MUKpPOoanbbymmnHypum go 151,2mr/24 yaca. MNposegeHa KoppeKumsa Tepanmm — nosbllleHa
033 no3apTaHa Kanusa ao 100 mr B CyTKM, KOTOPbIN pebeHOK nonyyYyaeT A0 HacToALLEero
BpeMEHMU.



AHAMHE3 KU3HU

PebeHoK oT || bepemeHHOCTH, NPOTEKABLUEN C BHYTPUYTPOOHOM rmnoKkcmen
N 3aePKKOM BHYTPUYTPODOBHOro pa3Butms nnoga, | naToNornyeckmx poaos.
Poabl nyTem Kecapesa ceyeHus. PacteT n pa3BnBaeTca COOTBETCTBEHHO
BO3pacTy.

HacnedcmeeHHbIlU aHamHe3: y oTua — I, peHanbHasa rmnepTeH3uns,
reMmopparuyeckmni MHCYNbT, Y MaTEPU — BUTUJIUTO.



OBbEKTUBHbIN CTATYC

[Mpu nocTtynneHmnmn coctoaHme pebeHka ygosneTsoputenbHoe. Temnepartypa
Tena 36,6°, YCC — 66/mun; YO — 20/mun, Al —122/66 mm pT. cT., UMT —
20,2 Kr/m?. HOpMOCTEHNYECKOTO Te/I0CN0XKEHUS, YA0BNETBOPUTE/IbHOTO
NUTaHUA. KoXKHble NOKPOBbI 0ObIYHOTO LUBeTa, HeBYCbl C3TTOHA Ha CNMHE.
CnusucTble po30oBble, YncTble. [lbixaHme Yyepes Hoc cBoboaHoe,
oTaenAaemoro HeT. KOCTHO-MblLweYyHasa cuctema: S-obpasHbi CKOINO3
LEMHO-TPYAHOro OoTAeNna NO3BOHOYHUKA, N0oCKocTonune. [lbIxaHne B Nerkux
Be3MKynsapHoe. [paHuLbl OTHOCUTENBHOW CEPAEYHOWN TYNOCTU BO3PacCTHbIE.
ToHbI cepaua rpomMKue, pPUTMUYHbBIE, KOPOTKUN CUCTONIMMECKUM LUYM Ha
BepXxyLlKe 6e3 30Hbl npoBeaeHunaA. "KMBOT MArkuii, 6esbonesHeHHbIN.
[MeyeHb y Kpaa pebepHoun ayru. CeneseHka He nanbnupyetca. Ctyn 1 pa3 8 2
AHA, opopmMmaeHHbIN. MoyencnyckaHue He HapyLIeHoO.



NNABOPATOPHbIE METOAbI OBCNIEAOBAHUA

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

Buoxumuyeckuli aHAAU3 Kposu: rnioKo3a — 4,7 mmonb/n, obwmnin 6enok — 69
r/n, bunnpybuH obwmnin — 15,7 mKkmonb/n, B Tom uncne npamoi — 3,1
MmKmonb/n, ACT — 27 Ea/n, ANT — 34 Ea/n, moueBunHa 5,2 MKMOAb/AN,
KpeaTUHUH — 94, 0 MKMOb/N1, CKOPOCTb KybouKkoBoi puabTpaLmm — 69
MA/MUH., XoNecTepuH — 3,2 MKMOb/A.

MakpoanemeHmebl Kposu: Kanunii — 3,8 mmosnb/n, HaTpuii — 136 mmonb/n,
docdop — 1,1 mmonb/n.



NNABOPATOPHbIE METOAbI OBCNNIEAOBAHUA

O6bwuli aHaAU3 MoYu: UBET — CBET/NI0-KENTbIN, KUCNOTHOCTb — c/1abo-Kncnas,
OTHOCUTENbHAA NJIOTHOCTb Mo4yn — 1016, 6enoK — HeT, caxap — HeT, SNUTENUN
NAOCKUN — 1-2 B nosie 3peHuns, IeMKounTbl — 2—3 B No/1e 3peHUns., 3pUTPOLUTbI —
HET, UWNAUHAPbI — HET, CAN3b — HET, bBaKTepUn — HET, CONN — HET.

AHanu3 moyu no HeyunopeHKo: nenkouuntbl — 750, sputpouymtel — 500,
UMIUHAPOB HeT.

AHanu3 moYu no 3umMmHUyKomy: npHesHon amnypes — 1200 mn, HOYHOW Anypes —
700 mn, oTHOCUTEeNbHaaA NAOoTHOCTb moyn 1005—-1012.

AHQU3 MOYU HA CYMOYHYIO NMPOMeUHypUIo U 2/1KDKO3Y: OTPULLATENbHbIWN.
buoxumuyecKuii aHaAU3 Mo4yu: MUKPoanbobymmnH B moye 135 mr/24 yaca.

EaKmepuonozuueCKoe uccsaedoseaHue Mmovu: NAaTOreHHble U YCNOBHO rnatoreHHble
MWUKPOOPraHN3mobl He BblAB/1EHDI




UMHCTPYMEHTAJIbHbIE METOAbl OBC/ZIEAOBAHUA

Y3U noyek u moyeso20 ny3viIpA: NOYKMU
PACNONOKEHbI B TUMMYHOM MecTe, pa3mepbl B
npeaenax BO3pacTHOM HOpMbI. lapeHxrnma Ha
6ONbLINHCTBE BN3Yya/IM3MPYEMbIX Y4aCTKax be3
YETKON KOPTUKO-MeaAYNNAPHOM
AndpPpepeHUNPOBKU, reTeporeHHas, ¢
HEePaBHOMEPHbIM NOBbILLEHUEM 3XOTEHHOCTMW.
B Hel, npenmyLLeCTBEHHO B Npeaenax
KOPTMKa/IbHOM 30Hbl, OTMEYAIOTCA OTAENbHbIE
OTrpaHUYEHHble aH3XOreHHble 0bpa3oBaHUA
HenpaBMAbHOM OKPYrnon Gopmbl PA3IUYHOTO
anameTpa (oo 21,5 mm B 1eBOM NOYKE N A0
12,6 mm B npaBoi). HopmanbHaa 3XOKapTUHA
Mmo4eBoro ny3bipa. O6nacTtb HaANOYEYHUKOB
6€e3 NaTo/NI0rMYeCcKnUX N3MeHeHUN.
3aKnryeHue: NoIMKNCTO3 NoYeK («B3pOCabIN»
KANHUYECKMM TUN) (pUcyHokK 1).

Moykw
C5-2
20Ny
13cm

2D

H1

Gn 100
232dBICS
FI212

PucyHoOK 1. 9xoKapTunHa npu nposegeHnn Y3 noyek.
PebeHoK C., 16 net



UHCTPYMEHTAJIbHbIE METOAbl OBC/ZIEAOBAHUA

Y3U opaaHoe bprowiHOU nos0cmu: HOPMaJIbHAA 3XOKAPTUHA NeYEHMN,
YKE€/TYHOTO NY3blps, NOAXKENYA0YHOM Kenesbl, CeNe3eHKMU.

Y3U wjumoesuodHol yene3bi: HOPpMaibHAA IXOKAPTUHA LNTOBUAHOM Kenesbl.
O6wuin obvem — 14,46 cm*

Y3/II cocydoe weu: neBas N0O3BOHOYHAA apTepuss Maaoro gnameTpa.
YcKopeHMe KpoBOTOKA MO COHHbIM M MO3BOHOYHbIM apTepUAM. ACMMMETPUA
KPOBOTOKA MO NO3BOHOYHbIM apTEPUAM.

Y3/l cocyoos oCHOBAHUA M0320: CHNKEHME KPOBOTOKA NO CPEAHNM U
nepeaHUM MO3roBbiM apTepmam. CHUXKEHME KPOBOTOKA MO NO3BOHOYHbIM
apTepuam.

3xo-KrI: pasmepbl Kamep cepalia COOTBETCTBYIOT N/IOWAAM NMOBEPXHOCTU Tena,
bYHKLUMA KNanaHOB He HapyLLUeHa, COKPAaTMMOCTb MMOKapaa B HOpMe.




UHCTPYMEHTAJIbHbIE METOAbl OBC/IEAOBAHUA

3KrI: putm cuHycosbli, perynsapHbin; YCC — 58-66/muH, PQ — 0,14, QRS -
0,077, QT - 0,387, BepTUKaNbHOE NONOXKEHUE 3/IEKTPUYECKON OCU cepaLa.

Xonmepoeckoe moHumopupoesaHue A/fl: CpeaHee 3Ha4yeHune A/l coctasuam
aHem — 112 n 65 mm. pT. CT., HOYbtO — 95 1 50 mm. pT. cT. CpeaHaa HCC agHem —
70 ya/MuH, Houbto — 52 ya/MmuH. CteneHb cHUxeHua A/l B HouyHble Yyackl: CALl
(15,6%) — annnep; AAL (23,3%) — rmnepannnep. MakcmmanbHble 3HaYEeHUA
A aHem 136 n 85 mm. pT. cT., HOUbO — 110 1 60 mm. pT. cT. MUHUMANbHbIE
3Ha4yeHnA Al aHem — 89 n 36 mm. pT. CT., HOUbO — 83 1 40 mm. pT. CT.

Ro-epachus weliHo20 omoesna N0380HOYHUKA: S-00pa3HbIN CKONMNO3 LLENHO-
rpygHoro otaena. HectabuabHOCTb WeENHbIX cermeHToB. CnoHANN0apPTPO3
COY/IEHEHUWN LWEeUHbIX CErMEHTOB.



UHCTPYMEHTAJIbHbIE METOAbl OBC/IEAOBAHUA

MPT weliHo20 omoOena no360HOYHUKA: OCTEOXOHPO3, CNOHANN0aPTPO3,
CNOHAMNES WWENHOIO OTAE/1a MO3BOHOYHMKA. [1pOTPY3UKM MEKNO3BOHKOBbIX
aunckos C,—C,, C,—C,, Ha MP-aHrnorpammax aptepuu wen cocyabl 6e3
NPU3HAKOB NAaTO/IOrMYECKOW N3BUTOCTU, XOA, cOCyaoB 0bbI4HbIN, MP-curHan
CTabUNbHbIM Ha BCEM NPOTAXKEHUN, NATO/IOTNYECKOTO U3MmeHeHna MP-curHana
He BblAB/IEHO.

MPT 20108H020 M0320d: O4aroBbIX U 06 beMHbIX U3MEeHEeHUN B TOJIOBHOM
MO3re Ha MOMEHT UccnegoBaHUA He BblABNAEHO. PaclunpeHme UncTtepH

ro/IOBHOro Mo3ra 1 cybapaxHomnganbHbIX MPOCTPAHCTB B I0OHbIX 061aCcTAX C
obenx CTopoH.



UHCTPYMEHTAJIbHbIE METOAbl OBC/IEAOBAHUA

MynbTUcpesoBasa KomnbloTepHaa Tomorpaduma 6POLLIHOM MNOIOCTY,
3a6pPHOWMHHOIO NPOCTPAHCTBA C NPeABAPUTENbHBIM Per 0S KOHTPACTUPOBAHUEM.
Bo Bcex cermeHTax NoYeK onpeaenatoTca NPoCTbie U KoIJIOUAHble KUCTbI : CNpaBa
ot 0,5¢cm 1,5*%1,2 cm; cnesa ot 0,5 cm go 1,9*1,7.

3aKnyeHue: nNpocTble N KoANouaHble KUCcTbl 0beunx noyek (PucyHok 2,3)

PucyHok 2,3. KT-npu3HaKku noamkuctosa noyek. PebeHok C., 16 net



KOHCY/IbTAUUU CNELUUANTUCTOB
KoHcynemayusa Heeponoza: uedpanrna HanpaxKeHma ¢ Npu3Hakamm
BHYTPUYEPENHOMN TMNEPTEH3NUN N HapPyLLEHUEM BEHO3HOIO OTTOKaA.
KoHcynemauyusa okynucma: mvwonuna O[] cnabow cteneHu.

KoHcynemayusa oepmamonoea: Hesycbl CeTToHa.




BbIBOAb!

» ANNBM — peakasa B AeTCKOM Bo3pacTe HacneAcTBeHHaa HepponaTus.

» OCcobeHHOCTbIO I@HHOrO C/1y4an ABAAETCA AOKAa3aHHbIN Hac/n1eACTBEHHbIN
XapakTep 3abonesaHus (y otua pebeHka l1M1), Haanume y naumeHTta ACT,
PaHHee BbiABNEHME NATONOrMK (Bo3pacTe 3-X /IEeT), paHHEE ee NposBAEeHUE
(B BO3pacTe 12 net) B BUAE peHaNbHON TMNEPTEH3UMN.

» [pmeHeHne MHrIMbUTopa aHrMOTEH3MHNPEeBpaLLatoLero depmeHTa
J103apTaHa Kana aBNAETCA aKTUBHOM papmaKoTepanuen aptepmasibHOU
rMNEPTEH3NN U PEHOMNPOTEKLUMM Y AAHHOTO NaLUUeHTa.



Cnacubo 3a
BHMUMaHMe!




