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PE®EPAT

LIEJIb NCCJIELOBAHUA. N3yunTb KaTaMHe3 AeTen 1 MOAPOCTKOB C NONMKUCTO30M noyek. [MTALIMEHTBI M METO/bI: npoBeneHbl
reHeasiornyeckmin aHanms 48 cemei, KNMHMKO-nabopaTopHoe, yNbTpadBykoBoe nccneposaHue (Y3WM) 98 uneHos 48 cemeit, B
KOTOpPbIX KaKk MUHUMYM 0AMH pebeHok (NpobaHa) Habnaancs ¢ AMarHo30M «MoSMKNCTO3 NoYek». [115 BbISCHEHWS BO3pacTa K
MOMEHTY BbISIBNIEHUS KUCT NO pe3ynbratam Y3U, 0cobeHHOCTer HavanbHbIX KIMHUYECKUX NPOSBAEHWNA 1 TEYEHUS, OCSIOXHEHWI
1 ncxoga B 3aBMCUMOCTM OT TUMNa HaciefoBaHUs NMPOBeAEHO KaTaMHECTUYECKOe nccnefoBaHue 64 nete 1 NoApOCTKOB (M3
48 cemein) B Bo3pacTte oT 1 mec go 18 net (cpenHuii Bo3pacT coctaBmn 13,5+4,5 neT) ¢ NoSIMKMCTO30M noyek. JJaBHOCTb OT
MOMEHTa YCTaHOBNEHUS AMarHo3a NoJIMKMCTO3 NOYEK K MOMEHTY KaTaMHesa y 64 aetel n nogpoCcTKoB cocTasnsna ot 1 mec
no 17 net. PESYJIBTATHI. 3 64 pnetei n nogpoCTKOB ayTOCOMHO-A0MWHAHTHbIN MOJIMKUCTO3 NOYEK AMarHoCTUpoBaH B 71,9%,
ayTOCOMHO-PEeLEeCCUBHbIV NONMKMUCTO3 No4vek — B 15,6%), HEYTOYHEHHBIM NOAMKMCTO3 noyek — B 12,5% cnyvaeB. C BO3pacToMy
naumeHToB ¢ ALMNT nponcxoanT HENPEPbIBHLIN POCT AnameTpa KUCT B noykax. Mpu APTIMy geten yctaHOBNEHO NPOrpeccupyto-
Lee yBenmyeHne oobema novek 1 ymcna Mesikmx KUCT. MpoLueHT BbiISIBEHUS KUCT B APYrnx opraHax (nevyeHb, Noaxenyno4yHas
Xenesa, ASN4HnKK) y aeten n noapocTtkoB ¢ AP ocToBepHO Boille, 4eM y nauneHToB ¢ AN n HeyTOYHEHHBIM MOJINKUCTO-
30M noyek (70, 6,5 1 0% cooTBeTCTBEHHO). PasBuTtne cuHapomMa aptepuanbHoi runepteHaun y geteit ¢ APMIM B 100% (13
Hux B 40% npu poxaeHun, B 60% — B rpyaHOM Bo3pacTe) B oTimyme oT nauyeHToB ¢ AN - B 32,6% cny4aes (C AuHaMuKon
0o 100% y B3pocnbix yneHoB cement ¢ AN B Bo3pacTe ot 25 no 50 net). NMuenoHedput anarHoctTupoBaH y aeten ¢ APIMIMN B
80% cny4aes, 4TO JOCTOBEPHO Halle, 4eM y aeter u nogpoctkos ¢ AAMMN (32,6%) n ¢ HEYTOYHEHHBIM NOJIMKUCTO30M MOYEK
(87,5%). APT1IM xapakTepunadyeTcs HebnaronpuaTHbIM NPOrHO30M TEYEHWS, UICXO40M B XPOHUYECKYIO MOYEYHYI0 HEA0CTATOYHOCTb
(90%) n netanbHbIM ncxoaom (30%) Ha nepBoM roay Xn3Hu. NMporpeccnpoBaHme B XPOHNYECKYIO MOYEYHY HEAOCTAaTOYHOCTb
B AeTckom Bo3pacTe npu AN goctoBepHo pexe (4,3%). SBAK/TKOHYEHUE: BbisiBNeHbl 0COOEHHOCTM HavyabHbIX MPOSIBAEHNIA,
Te4YeHust N ncxoaa NosIMKMCTO3a Novyek B A8TCKOM BO3PAaCTe Npu pasniMyHbIX TUnax HacnenoBaHus 3abosieBaHuns.

KnioueBble cnoBa: ayTOCOMHO-A0MWUHAHTHbIN NOJIMKUCTO3 NOYEK, ayTOCOMHO-PELLECCUBHbIN NONMKMUCTOS MOYeK, AETU.

ABSTRACT

THE AIM: To study catamnesis of children and adolescents with polycystic kidney disease (PKD). PATIENTS AND METHODS:
we performed a genealogical analysis of 48 families, clinical laboratory, ultrasound (US) 98 members of 48 families in which
at least one child (the proband) was observed with a diagnosis of «PKD». To determine age by the detection of cysts based on
US, the features of the initial clinical manifestations and course, complications and outcome depending on the type of inherit-
ance conducted follow-up study of 64 children and adolescents (from 48 families) with PKD aged 1 month to 18 years (mean
age 13.5+4.5 years). The remoteness from the time of diagnosis of PKD by the time catamnesis in 64 children and adolescents
ranged from 1 month to 17 years. RESULTS: Of the 64 children and adolescents autosomal dominant polycystic kidney disease
(ADPKD) is diagnosed in 71.9%, autosomal recessive polycystic kidney disease (ARPKD) in 15.6%, unspecified polycystic
kidney disease (UPKD) in 12.5% of cases. With age in patients with ADPKD there is a continuous increase of the diameter of
cysts in the kidneys. The children with ARPKD revealed a progressive increase in the volume of the kidneys and the number of
small cysts. The rate of detection of cysts in other organs (liver, pancreas, ovaries) in children and adolescents with ARPKD,
significantly higher than that in patients with ADPKD and UPKD (70%, 6.5% and 0%, respectively). The syndrome of arterial
hypertension is development in patients with ARPKD in 100% (40% at birth to 60% in infants), that it is in contrast to patients
with ADPKD 32.6% of cases (moving to 100% in adults members of families with ADPKD aged 25 to 50 years). Pyelonephritis is
diagnosed in children with ARPKD in 80% of cases, significantly more frequently than in children and adolescents with ADPKD
(32.6%) and UPKD (37.5%). ARPKD is characterized by adverse prognosis, the outcome in chronic renal failure (90%) and
deaths (30%) in the first year of life. The progression of chronic renal failure in childhood when ADPKD was significantly less
(4.3%). CONCLUSION: the identified features of the initial manifestations, course and outcome of PKD in children with different
types of inheritance of the disease.

Key words: autosomal dominant polycystic kidney disease, autosomal recessive polycystic kidney disease, children.
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BBEAEHUE

AXTyabHOCTB IPOOIIEMBI 2y TOCOMHO-PETIECCUBHOTO
1 ayTOCOMHO-ZIOMHHAHTHOTO TIOJTMKICTO3a ITOYEK B JACT-
CKOM BO3pacTe 00yCJIOBJIEHA PacIpOCTPaHEHHOCTHIO
(1:40 000 m 1:1000 cooTBETCTBEHHO), BO3PACTHBIMH
0COOCHHOCTSIMH (hOPMHUPOBAHFSI TTOYCTHBIX KHCT, KITH-
HUYECKUX TPOSBICHUH, YaCTHIM Pa3BUTHEM CHHIPOMA
apTepuaIbHOM TMIIEPTEH3UHU U OCIIOKHEHUN, UCXOJIOM
B TCPMUHAIGHYIO TTOYSUHYIO HETOCTATOYHOCTH [1-5].
BonbImHCTBO COBpEMEHHBIX Pa0OT TOCBSIIIEHBI IIOUCKY
CIOCO00B 3aMeITEHHs TIPOTPECCUPYIOIIETO POCTa KHUCT,
pa3BUTHIO ocnokHEeHMH [6—10].

ITo Mex ayHapOIHBIM KiTaccHpUKaIiIM (TabIuIa)
BBIJICIISIOT ayTOCOMHO-JTOMHUHAHTHBIN, ayTOCOMHO-
pelleCCUBHBIN W HEYTOYHCHHBIH (HEKIACCHUPHUITUPO-
BaHHBIN) MONMKHACTO3 TTodeK [Bonsib S.M. (2010),
Online Mendelian Inheritance in Man (OMIM)] [3].

AyTOCOMHO-PEIIECCUBHBIN MOJUKHUCTO3 MOYEK Y
JeTeH MMeeT HeONaropusATHRIN MTPOTHO3 TCUCHUS U
ncxoma [11-13].

MHOTro4YHCIeHHBIE WCCIEAOBAHUS TOCBSIICHBI
W3YYEHHIO KITMHIIECKUX F MOJISKYIISIPHO-TEHETHIECKIX
0CO0EHHOCTEH MOIUKHICTO3a TIOYEK Y MAIMEeHTOB C
ayTOCOMHO-TIOMUHAHTHBIM, C 8y TOCOMHO-PEIECCHBHBIM
TATIOM HacnenoBaHus [12, 14—16]. Beicokue TemImb
pocTta KuCT ¥ o0beMa rmodek mpu Y3U u MPT cunrator
MIPOTHOCTUICCKU HEeOMaronpusTHeIMU [4, 17].

enp uccnenoBaHus — U3y4UTh KaTaMHE3 AETCH U
MTOJIPOCTKOB C TIOJTMKHCTO30M TTOYCK.

NALUMEHTbI U METOAbI

C menpro yCTaHOBJICHHS THUIIAa HacJIeIOBAaHUSI
MTOJINKUCTO3a TOYEK MPOBEACHBI TeHeaToTHIeCKUi
ananu3 48 ceMei, KIMHUKO-TabopaTropHOE, YIIBTpa-
3BYKOBO€ ucciegoBanue 182 wieHoB 48 cemeil, B
KOTOPBIX, KaK MUHUMYM, OAWH peOeHOK (TrpoOaHm)
HaOIOAICs C JUArHO30M IMONWKHUCTO3 TTovYeK. B wc-
clIeoBaHNE BKITIOYCHBI 64 mamuenTa (13 48 ceMeil) ¢
MOJMKKUCTO30M MOYEK B Bo3pacte oT 1 mec o 18 jer
(cpemuuit Bo3pacT coctaBmi 13,5+4,5 iret). J[aBHOCTD
OT MOMEHTA yCTaHOBJICHUS AHUAarHO3a TIOJIMKUCTO3 TI0-
YeK K MOMEHTY KaTaMHe3a y 72 jeTedl U moJpOCTKOB
coctanisuia ot 1 mec 1o 17 net.

[IpoBeneHo KaTaMHECTHYECKOE HCCIIEOBaHUE
64 nerel U MOJPOCTKOB C MOJUKUCTO30M IMOYEK JJIsI
BBISICHEHHS BO3pacTa K MOMEHTY BBISBICHHSI KHCT IO
pesyneraram Y3H, ocoOeHHOCTEH Ha9aTbHBIX KITHHH-
YECKUX MPOSIBJICHUI U TEUEHMUSI, OCIIOKHEHUM 1 cxoaa
B 3aBHCHMOCTH OT THIIa HACJIEOBAHMS.

CorracHO MeXTyHapOIHBIM CTaHAAPTAM, JHATHO3
MTOJTUKMCTO3a TTOYEK CTABUJICS TPEHATaIbHO, Y HOBO-
POXIEHHBIX, JIETeH TPyAHOTO, PAHHETO, TOITKOIHHOTO
Y IIKOJIBHOTO BO3pacTa Ha OCHOBAaHWUH BBISIBIICHUS KHCT

B 00eux moukax mpu Y3U [1-5, 14, 18-21].

CornacHo Knaccu(puKaIyy KUCTO3HBIX 3a00IeBaHIIA
MOYeK U BPOXKJICHHBIX aHOMAJUH TMOYEeK M MOUYEBBIX
nyteit (Bonsib S.M., 2009) [3], BeIAETIEHBI ayTOCOMHO-
pereCCUBHBIN MOMUKHICTO3 TIouek — Q61.1, ayrocomHo-
JIOMUHAHTHBIN MTOJMKUCTO3 Touek — Q61.2, HeyTouHeH-
HBIN MOJIMKHUCTO3 MOYeK (HeyTouHeHHBIN TuIT) — Q61.3.

AyTOCOMHO-JOMHHAHTHBIM MOJTUKHCTO3 MOYEK
JUarHOCTUPOBANIN y IPOOaH 1A PH BEISIBICHUH KHCT B
o0eunx noukax npu Y3 u HaJIHMUUU yaBTPa3ByKOBOTO
WJIM TUCTOJIOTMYECKOTO MOATBEPKACHUS TTOJIMKUCTO-
3a TIOYEK Y POJICTBEHHUKOB | 1 2 cTeneHel pocTaa.
AyTOCOMHO-peIeCCUBHBIN TOINKHCTO3 TIOYEK JHarHO-
CTHUPOBAJIN y TIpoOaHa TIPH BEISIBICHUH KUCT B 00X
noykax npu Y3U u Hanu4uuuM ynbTPa3BYKOBOTO WIIN
THCTOJIOTMYECKOTO TONTBEPXkKACHUS GUOpo3a n/min
MOJIMKUCTO32a ITEYEeHH, TP OTCYTCTBUH KUCT B TIOYKaX
y poaureneii ctapuie 30 et [1]. HeyrounenHsIit mo-
JIUKUCTO3 TIOYEeK TUArHOCTHPOBAIHU y MpodaHaa mpu
BBISIBJIGHUH KUCT B 00eux noukax npu Y3U u orcyt-
CTBUU KHUCT B MTOYKaX y POJACTBEHHUKOB.

O0ObeM uccaeaoBaHus BKII0Yal TeHEaJ0IMYeCKHI,
KJIMHUYECKUH 1 1a00paTopHBIM MeToas! (00muil n
OMOXMMHUYCCKUN aHAJIN3bl KPOBU, OOIIHUNA aHATU3
MOYH, CyTOYHAS TPOTEUHYPHUS U OAKTEPHOIOTHYECKOe
UCcIieI0OBaHIE MOYH, OlIEHKA (PYHKIIUH TIOYEK IO MPo-
6am 3umuunkoro, Pedepra, KOC); ynprpasBykoBoe
uccienoBaHue (TIoUeK, MeUYeHH, OKETYI0YHON Kee-
3bl, THYHUKOB, OIIEHKa 00beMa IoYeK 10 Pe3ysibTaraM
YABTPa3ByKOBOW OMOMETpPHH, AOMIUIEPOBCKOE HCCe-
JTOBaHUE COCYJIOB MIOYEK), PEHTTEHOIOTMUECKUMN (IKC-
KpeTopHast yporpadusi) ¥ paJuou30TOIHBIA METOJIbI
(mmHaMu4Yeckas u crarndeckas HegpocuuHTUrpadus,
KOMITBIOTEpHAs: TOMOrpadus).

CraTtucTrdecKuii aHaJln3 pe3yIbTaToOB BBITIOTHSIN
C HCIIOJIb30BAaHMEM TaKeTa MPHUKJIaJAHBIX CTaTHCTH-
yeckux nporpamm Microsoft Excel 2003 (Microsoft,
CHIA) u STATISTICA 6.0 (StatSoft Inc., USA).
Pesynbrarel mpencTaBieHbl B BUIE CpeJHETo apud-
MeTH4eckoro + ommuodka cpeareil. CTaTHCTHUECKYIO
3HAYUMOCTh PA3NIUYUN JABYX CPEIHHMX OIpPEAeIIaIn
¢ nomotipio t-kpurepuss CTbIOJICHTA; YaCTOT — Y-
kputepus [lupcona. OueHKy CUIbl B3aUMOCBS3U
MeX]ly KOJTHYECTBEHHBIMU MTPU3HAKAMH TIPOBOAMIIHU C
MOMOIIIBI0 KO3 duirenTa koppessiiuu (r) [Tupcona.
HyneByro cTaTUCTHUECKYIO THIIOTE3Y 00 OTCYTCTBUH
pasnuuuii u cBszert orsepraiu mpu p<0,05.

PE3YJIbTATbI

I'eneanornyeckuii MeToa uccsaeaoBaHus 56 ce-
Meii ¢ MOJTUKUCTO30M MOYeK

[Ipu uccnenoBannu 48 cemeil TUarHO3 «IMOJUKH-
CTO03 TIOYCK» MOATBEPKAeH ¥ 98 (53,8%) u3 182 ure-
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Knaccudukaums KUCTo3HbIX 3a001€eBaHNIA NOYEK U BPOXA,EHHbIX aHOMasInii NO4YeK U MO4YEeBbIX
nytei [Bonsib S.M., 2010]

I. MonukucTo3Hbie 60ne3Hn Nnoyek

A. AyTOCOMHO-peL,eCCUBHbII NOJIMKUCTOS Movek

Knaccuyecknin APTII y HOBOPOXAEHHbIX U OETEN rPYyAHOro
BO3pacTa

LeTtckuin AP ¢ pubpo3om neyveHn

B. AyTOCOMHO-A0MMWHaHTHbI NOJINKUCTOS3 NOYEK
Knaccuyeckas B3pocnas popma AN

JeTckaa ¢popma ¢ paHHUM Ha4Yanom

C. NMpuobpeTeHHas KUCTO3Has 601e3Hb NO4YEK
D. FmomepynoknucTo3Hble 6051e3HM NoYeK

A. CemeliHasi rNoMepynoKMcTo3Has 601e3Hb noyek
Mvnonnaswus noyek u mytauns UROM-reHa

MomepynokncTtodHaa 6051e3Hb NOYEK, acCoUMMPOBaHHas C
myTtaumsamm HNFB1-rena

B. HacnepncteeHHasi rnomepynokmcTo3Has 60ne3Hb noyex
AccounnpoBaHHas ¢ AAMM/APIMM/Ty6epo3HbIM CKIepo3oM

C. CuHapoMHasa (HeHacneacTBeHHas) ITOMepYyJIOKMCTO3Has
60ne3Hb noyek

D. Cnopaauyeckasi moMepyiokMcTo3Has 6051e3Hb novek
E. NMpuobpeTeHHasa rnomMepynokMcTo3dHast 60/1e3Hb Noyvek

Il. BpoXxaeHHble aHOMaIuu NOYeK U MOYEBbIX NyTen
A. AreHesuns v gucnnasmg noyek

AreHesns

Cnopaauyeckas: OAHOCTOPOHHSS UK ABYCTOPOHHSISA

CuHapoMHas

BeccuHapoMHas, CUHAPOMbI C MHOXECTBEHHbIMI NOPOKaMun
passuTus

Jucnnasunm noyvek
Cnopaauyeckas: OAHOCTOPOHHSIS UK ABYCTOPOHHSISA
CuHppoMHas

BeccrHapoMHas, CUHAPOMbI C MHOXECTBEHHbIMIU NOpPOoKaMun
passuTus

HacnepncrteeHHas agucnnasms

B. M'mnonna3unu noyexk
lMpocTtasa runonnasunsa: 04HOCTOPOHHSSA AN ABYCTOPOHHSAS

OnuromeraHedpoHmnyeckas runonnasus
CHuxeHne NokosieHnii HePOHOB («KOPKOBas FMMNoMNIasns»)

CHwmxeHne yncna HedpoHOB (HEAOHOLLEHHbBIE U POXAEHHbIE C
HU3KO MaCcCO — PUCK Pa3BUTUSI apTEPUASIbHON TMNepPTEH31)

HOB: y 64 nereil u moApocTKoB (48 npodaH0B U 16
crOcoB) B Bozpacte oT 1 Mec 10 18 sieT, y 34 B3pocibix
B Bo3pacte oT 25 1o 50 net. U3 34 B3pocibx mau-
eHTOB B Bo3pacTte oT 25 mo 50 net (cpeaHuii Bo3pacT
coctasui 40,0+1,5 net) — 21 xenuuHa 1 13 My>K4uH.
JlaBHOCTB 3a00JIeBaHUs y B3pOCIIBbIX HA MOMEHT Hadasia
oOcnenoBanus cocrasuia ot 20 10 40 mer.
Hcnonb3oBaHue reHeasoruieckoro MeToga Mc-
cienoBaHus 48 cemeil Mo3BOINIIO BBIACTUTD 3 TPYIIIBI
JeTeH U TOJPOCTKOB C MOJUKUCTO30M ToUeK: 1) B 32
ceMbsx (46 nmerelt, u3 Hux 24 manpuuka, 22 J1eBOY-
KH) — ayTOCOMHO-/IOMUHAHTHBII TIOJTMKUCTO3 MOYCK
(AJIIIT), 2) B 8 cembsix (10 neteii, 3 HUX 4 MaJTBYMKA,
6 EeBOYEK) — ayTOCOMHO-PELIECCUBHBINA MOIUKUCTO3
noyek (APIII), 3) B 8 cembsax (8 aerel, u3 HUX 4
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C. AHomanuu GopMbl, PACMNOSIOXEHUS 1 Y1cna

PoTaunoHHas aHomanuns

OKTOMMM Noyek

CpaweHus noyek
YBenunyeHne Konnm4ecTaa noyvex

B coyeTtanuu c A, B unu D

D. AHOManum Mo4YeTO4YHMKa U yPEeTPbI

MuenoypeTepasnbHas 06CTPYKLMSA
YnBoeHus / pacluernyieHnst MOYeToYHnKa

[My3bIPHO-MOYETOYHMNKOBBI pedItoKC
[MepBuYHLIA MeraypeTep

OKTOMNUsi MOYEeTOYHMKA

3agHuve knanaHbl ypeTpbl

B coyetaHun c A, Bunn C

11l. TyGynouHTepcTULManbHbie CUHAPOMBbI = KUCTbI
A. ucreHes noYeyHbIX KaHasbLeB
AyTOCOMHO-pPELLECCUBHbIN

BTopunyHbIl ( Mex6nm3HeuoBas TpaHchy3uns)

MHrmnbutopsl AM® (aHrMoTeH3nHNpeBpaLLaoLLero GepmMmeHTa)
B. HedpoHodTN3: 1-6-ro TMNos

C. MeaynnsipHble KUCTO3Hble 60Ne3HU:
1-ro Tvna

2-ro TMNa / cemenHas I0BEHWUIbHAs rMnepypmkeMmyeckas He-
dponaruns

D. bappoe-bugns cuHgpom, 1-12-i Tvnbl

IV. Kucto3saHble HOBOOGpa3oBaHUSA U OMyX0JIeBbie KUCTbI
A. Knctosnasa Heppoma

B. KucTtosHas HedpobrnacTtoMa ¢ YacTuiHom anddepeHum-
pOBKOW

C. CoyeTaHHble annTennanbHO-CTPpOMaslbHbIE OMNyxoJin

D. MynbT1nokynsipHas KMCTO3Has MoYeYHO-KIeTo4Has kKapLumHomMa
E. KaHanbLLeBO-KMCTO3Has NO4YeYHO-KJIeTOYHas KapLHoMa

F. BonesHb Xunnena-Jinupay
G. JlumdaHrnoma / noyeyHas rurpoma

V. Mpoyne KucThbl

A. TIpoCTble KOPTUKaNbHbIE KUCTbI

B. MenynnapHas ryéyaTasi noyka
C. Jlokann3oBaHHas KNCTO3Has O0Ne3Hb NoYek

MaJBIuKa, 4 TeBOYKH) — HEYTOYHEHHBIA TTOTHMKHUCTO3
mouek (HVIIII), Tak xak THI HacIeIOBaHUS 3a0o0Je-
BaHUS YCTAaHOBUTH HE YIAIIOCh.

Kannuyeckass xapakTepHCTHKA MAlUEHTOB €
MOJIUKHCTO30M MOYeK

Cpenn 00cneq0BaHHBIX 64 TAIMEHTOB C MOJIUKH-
CTO30M To4YeK MaJgrankoB — 32 (50%), neBouex — 32
(50%), cootnomenune 1:1. Ilpu comocTaBieHnn
COOTHONIEHHUSI MAJBYNKOB M JIE€BOYEK B 3 TpyIIax
MalreHTOB C MOJIUKUCTO30M MOYEK yCTAHOBICHBI
He3HauuTeNbHbIe pazmmanst: mpu AT — 1,1:1, mpu
APIIIT - 1:1,5, mpu HYTIIT - 1:1.

[Ipu ananm3e TeueHUs OEPEMEHHOCTH Y MaTepe
46 nereti ¢ AJIIIL, 10 mereit ¢ APIIII u 8 nmereit ¢
HEYTOYHEHHBIM TTOJIMKHCTO30M MOYEK yCTaHOBIEHO,
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410 OEepeMEHHOCTh poTeKaa Ha (poHe recrozay 29 (B
63%),y 10 (B 100%) ny 4 (8 50%) COOTBETCTBEHHO,
yrpo3sl ipepbiBanus B [ Tpumectpe (4—12 ven) —y 22
(847,8%),y5 (50%)uy 3 (37,5%) COOTBETCTBEHHO,
aHeMusl BO BpeMs OEpeMEHHOCTH yCTaHOBJICHA Y
17 (37%), y 6 (60%) u'y 2 (25%) COOTBETCTBEHHO.
Cpennwuii Bo3pact marepeit narueraTos ¢ AJIIIII x mo-
MEHTY HacTosIIel 6epeMeHHOCTH cocTaBui 25,4433
roga, marepeit manuentoB ¢ APIIIT — 27,948,3 rona,
Marepei MalueHTOB ¢ HEYTOUHEHHBIM ITOJTMKUCTO30M
moyek — 26,3+9.4 roza.

[IpenmectBytone 6epeMEHHOCTH MaTepel ma-
nueHToB ¢ AJIIII1 3aBepmnInCch BEIKUBIINIEM TLTOAA
Ha paHHUX cpokax (4—7 men recramun) y 2 (4,3%),
matepeii narpienToB ¢ APIIII BayTpuyTpoOHOii T1Hbe-
nwio ioga y 1 (10%) u cMepThi0 HOBOPOKICHHOTO B
nepBble 1HU KU3HU — Y 2 (20%), MaTepeii manueHToB
C HEYTOYHEHHBIM TMOJIMKUCTO30M MOYEK MEPTBOPOK-
nenneM —y 1 (12,5%). B 50% y GepemeHHbIX MaTepeit
nanueHToB ¢ APIIII nuarHocTHpoBaHO MalOBOIME.
Ha orsroieHHbld akyliepcKuii aHaMHe3 MalMeHTOB
C TIOJINKMCTO30M TIOYEK yKa3bIBaloT B paboTax [4-5,
18, 21].

Poner y marepeit 46 nereit ¢ AL, 10 nereit ¢
APIIII, 8 neteit ¢ HEYyTOYHEHHBIM MOJHUKHCTO30M
nouek cpounbie —y 40 (87%), y 8 (80%), y 6 (75%),
npexaeBpeMernbie —y 6 (13%), y 2 (20%), y 2 (25%)
cooTBeTCTBeHHO. CpemHsis macca Tena jAeTeil mpu
poxnennu cocrasuna npu AL, APIIII u neyrou-
HEHHOM IIOJIMKMCTO3€e Iodyek 3472+59,6, 3015+106,
3500+161 T COOTBETCTBEHHO, JUIMHA TeJia ACTEH
npu poxaenun cocrawia npu AU, APIII u
HEYTOYHEHHOM MOJUKUCTO3¢e TIodeK 51,6+1, 48,2+6,6,
52+3,1 cM cooTBEeTCTBEHHO. B rpy/iHoM Bo3pacte 1ua-
rHocTHpOBaH paxut u3 46 nereit c ATy 9 (19,6%),
u3 8 nereii ¢ APIIIy 5 (62,5%), u3 8 neteil ¢ HeyToU-
HEHHBIM MOJIMKUCTO30M MoueK y 4 (50%). 'apmonny-
HOe (pr3rvecKoe pa3BUTHE B IIEPHO]] paHHETO BO3pacTa
ormeueno u3 46 nereii c A1y 43 (93,48%), u3 Hux:
23 manpumka u 20 geBouek, u3 8§ nereit ¢ APIII y 4
(50%), u3 8 mereii ¢ HEYyTOUHEHHBIM TTOJUKUCTO30M
nouek y 8 (100%). Juctpodus mo Ty ranorpopuu
nuarHoctupoBaHa u3 46 mereit ¢ ANy 2 (4,35%)
neBouek, u3 8 gereit ¢ APIII —y 4 (50%).

UYacroii comyTcTytomieit matonorueit y 43 (93,5%)
u3 46 nanuenToB ¢ AJIIII sBismuchk 3a00eBaHUS
OTIOPHO-/IBUTATEJIHLHOTO ariapara: CKOJIN03, TIOCKO-
CTOMHE, aHOMAJTUS Pa3BUTHS MTOSICHUYHO-KPECTIIOBOTO
otzena (Spina bifida, moM60cakpa bHbIA ITO3BOHOK),
y 17 (37%) — marosnorusi opraHa 3peHUs: MUOMUS
CpelHel U BBICOKOM CTENEeHM TSIKECTH, aHTHola-
T cocynoB cetyarku. M3 8 marmmentos ¢ APIIII
MUArHOCTUPOBaHBI Y 7 (87,5%) 3a001eBaHUs OPTaHOB

JKETTyIOYHO-KUIIIEYHOTO TpakTa (MaHKpEeaTuT, Mmpo-
KTOCUTMOUUT, dHKoTpe3), ¥ 7 (87,5%) — maronorus
opraHa 3peHus (MUOIHUS CPETHEH U BEICOKOH CTETICHU
TSDKECTH, AaHTHOTIATHS COCYIIOB CETYATKHU, XOPUOPETU-
HUT), V¥ 6 (75%) — OMOpHO-IBUTaTEIHHOTO ammapara
ny 6 (75%) — 6one3nn kpoBu (aHEMUS CpeIHE CTe-
MIEHU TSDKECTH, TpoMOonmronarusi). M3 § marueHToB
C HEYTOUYHCHHBIM ITOJTHUKHCTO30M IOYEK BBISBICHBI
y 5 (62,5%) 3aboneBaHusl OMOPHO-ABUTATECIHHOTO
anmapara (62,5%), y 3 (37,5%) — 601e3Hu KpoBU U Y
2 (25%) — maronorus opraHa 3peHusl.

Bo3pacT manueHTOB K MOMEHTY BbISIBJIEHHS
KHCT MPH AyTOCOMHO-IOMUHAHTHOM, ayTOCOMHO-
peneccuBHOM U HEYTOYHEHHOM MOJTUKHCTO3€ MOYeK

Cpennuii Bo3pacT neTe Ha MOMEHT BBISBIIC-
HUsI KUCT Tipu Y3 okaszalics BBINIEC y MAIlMEHTOB
C ayTOCOMHO-JIOMHHAHTHBIM TIOJUKHUCTO30M TIOYEK
(8,6+3,9 Toma) U HEYTOYHEHHOM ITOJUKUCTO3€ TIO-
gek (10,3+4,1 rona), yeM mpu MOTUKHUCTO3E TIOYCK C
ayTOCOMHO-PEIIECCUBHBIM THUIIOM HACJICTOBAHUS 3a-
6omnesanus (2,0+£0,5 mec).

[IpenaranpHas AMArHOCTHUKA KUCT MPOBENICHA B
50% y 10 maruenTos ¢ APIIIL, B 12,5% — y 1 mamu-
€HTa C HEyTOYHEHHBIM MOJIMKUCTO30M Io4eK U B 4,3%
ciayuyaeB — y 46 marmmenToB ¢ AJ[I1I1. Ananoruansie
pe3ynbTaThl onucansl B utepatype [13, 14, 18, 20].

Kuctor apyrux opranos BwisgBieHsl B 70% y 10
nanueHToB ¢ APIII, u3 Hux B 60% — KUCTHI TICUCHH,
B 10% — KUCTBI MOJKETYIOYHOH skeye3bl. KucThl
JIPYTHUX OPTaHOB BBIABICHBI B 6,5% y 46 ManueHTos ¢
AJIIIIT, u3 aux B 2,2% — KUCTHI ieueHH, B 4,3% — Ku-
CThI SMYHUKOB. He BBISBIICHBI KUCTBI IPYTHX OPraHOB
y MalUeHTOB ¢ HEYTOYHECHHBIM MTOJTHMKHACTO30M TTOYCK.
Ha BBICOKMI1 IPOLIEHT KUCTO3HOTO NOPAKEHUS APYTUX
opranoB mpu APIIIT u AAIIII yka3biBatoT paboThI
aBTopoB [12, 13].

Oco0eHHOCTH HAYAJILHBIX KIHHUYECKHUX MPOsIB-
JIeHUii MPU Ay TOCOMHO-TOMHUHAHTHOM, ayTOCOMHO-
peneccuBHOM U HEYTOYHEHHOM MOJTUKHCTO3€ MOYeK

Knuanyeckue nposiBienus (601eBoi ab1oMuHaIb-
HBII CHHIPOM, apTepHUAIbHAS TUIIEPTEH3Hs, MOYEBOI
CUHJIPOM (MHKpOTEMaTypHsi U IPOTCHHYPHSI ) BBISBIIC-
b1y 33 (71,7%) u3 46 nereii u mompoctkoB ¢ AT,
u3 Hux 70 1 roma —y 4 (8,7%),c 1 no3 nmer—y 5
(10,9%),c3 no 7 ner—y 4 (8,7%), ¢ 7 no 15 ner—y 20
(43,5%); ay 13 (28,3%) — KITMHIYECKUE TIPOSBICHIS
HE ycTaHoBJeHbl. OmyOIUKOBAaHHBIC paHEe TaHHBIC
YKa3bIBaIOT HA MOUEBOM CHHIPOM KaK Ha paHHEE MPOo-
seienne A LI y nereit [4, 5].

[Tarmments! ¢ APIIIT Ha MOMEHT BBIABICHUSA KUCT
o Y3U umenu KIMHAYIECKUE CUMIITOMBI 3a00JICBaHIS
(100%). 13 10 nereii c APIIII knuHu4ecKue nposiBie-
HUS B BUJIC YBEITUMYCHUS 00bEMa JKUBOTA, MAJIBITHpPYye-
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MBIX IUIOTHBIX TIOUEK ¢ OyrprUCTOl TOBEpXHOCTHIO Y 10
(100%), oTekoB JHIIa, TOSCHUYHOW 00JIaCTH, HIIKHUX
kxoHeyHocteil y 5 (50%), apTepuanbHOi TUIIepTeH3UN
y 4 (40%), npIxarenbHON HeocTatouHocTH y 6 (60%),
rernaromeraninu y 5 (50%) BBIABICHBI cpa3y IMpu
poxnaenuu; y 2 (20%) — cHHAPOMBI apTepUaIbHON U
MOPTaIBHOM THIIEPTEH3UU IPOSIBUIIMCH B BO3PACTE JI0
1 roma. Y 10 neteii ¢ APIIII ycTaHOBNIEHO MOpakeHne
MEYCHU: BPOXKICHHBIN (PpubOpo3 neuenu — y 4 (40%),
MIOJIMKUCTO3 TedeHu — y 6 (60%).

Y 4 (50%) u3 8 mamueHToB ¢ HEYTOYHCHHBIM
MOJIMKKCTO30M TMOYEK HE BBISIBICHO KIMHHYECKUX
nposiBIieHU. boneBolt abmOMUHATBHBIA CHHIPOM,
MOYEBOM CHHJIPOM B BHJIC MUKPOT€MAaTyPUH BbISBIICHBI
y 4 (50%) u3 8 manueHToB C HEYyTOYHCHHBIM TTOJTHKHU-
CTO30M TI0YEK.

Oco0eHHOCTH apTepHaIbHOIl THMEPTEH3UH Y
JeTeil ¥ MOAPOCTKOB MPHU MOJHKHCTO3€e MOYEK

[pu ayTOCOMHO-pEIIeCCHBHOM TTOIHUKHCTO3€ TIOUEK
CHUHJIPOM apTepHajbHON TUIEPTCH3UU BBISIBIICH JIO-
ctoBepHo yarie B 100% (y 10 u3z 10 nereit), uem npu
ayTOCOMHO-IOMUHAHTHOM TOJIMKHICTO3€ TT0YeK B 32,6%
(y 15 u3 46 nereit u nmogpoctkoB) (p=0,03), 1 He BBI-
SIBJICH Y § TAIMEHTOB C HEYTOUHEHHBIM ITOJIMKHCTO30M
rovek. Y B3pocinbix uieHoB cemeii ¢ A/l aprepuans-
Has TUIIepTeH3us auarHoctuposana B 100% cimydaes.

Cpenuuii BO3pacT Ha MOMEHT BBISIBJICHUS] CHHJIPO-
Ma apTepuaIbHON THMEPTEH3UH cOocTaBmiI 13,6422
roga nipu AJIIIII, 2,0+0,5 mec — mpu APIIII, uro
coracyeTcs ¢ pe3yJjbTaraMi MCCIICIOBAHUN JIPYTUX
aBTOpoB [4—6, 11, 13, 14]. CooTHOIICHNE MATEIUKOB
U JICBOYEK ITPH IOJUKUCTO3€E TIOUEK, MPOTEKAIOIIETO C
apTepualibHOM TUIIePTEH3UEH, pa3inyagoch B 3aBUCH-
MOCTH OT Tuma HacneaoBanus: mpu AJIIIT—1,5:1; mpu
APIIIT—-1:1,5. Xapakrep aprepuaibHOil THTIEPTEH3UN
OTJINYAJICS B 3aBUCUMOCTH OT THITa HACIIEIOBAHHUSI T10-
mukucTo3a nouek. [Ipu APIIII ycranoBneHa Bo Bcex
CIydasx BBIpaXXCHHas CTa0WIbHas apTepuaibHas
runeptensust; npu A1 — BeipakenHas craOuinbHas
aprepuanbHas TunepTeHsus y 5 (56%) u3 9 MaipunKoB
ny 1 (17%) u3 6 geBouex.

Oco0eHHoCTH TeueHHs MUeJoHedpuTa y aeTei
U TOPOCTKOB NMPH MOJMKHUCTO3€ MOYeK

B Hamem uccieoBaHUM MHUETOHEPPUT AHATHO-
ctupoBan y 15 (32,6%) u3 46 mammentos ¢ AIIII,
y 8 (100%) u3 8 manuentoB ¢ APIIII, mepekuBmmx
HeoHaTanbHbIN niepuon, y 3 (37,5%) u3 8 manneHToB
C HEYTOYHEHHBIM TIOJUKUCTO30M mouek. CpemaHuii
BO3pacT Ha MOMEHT YCTaHOBIICHUS MUeNOHePpHTa
coctaBui 12,5+1,7 roma mpu AJIIIII, 7,0+0,5 mec mpu
APIIIIL, 11,5+1,5 net nmpu HEYTOYHECHHOM TIOJTMKHCTO3E
nodyek. COOTHONICHUE MaJIbYMKOB U JICBOUYEK C ITHEII0-
He(PUTOM TPU MOJUKHCTO3E TOYEK Pazindyalioch B
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3aBHCHMOCTH OT THMa HaciemoBanus: npu A/ —
1:2,75; mpu APIIII - 1:1,5; npu HeyTOUHEHHOM — 1:2.

AHOMaJUH pa3BUTHs OPraHOB MOYEBOH CHCTEMBI
(potarus YJIC, HemoHOE yABOCHHE TMOYKH, TTHEIIO-
skrtasus) BeisiBieHbl pu A/l y 9 u3 46 manmenToB
(19,6%), mpu APIIIT — y 1 u3 10 marmentos (10%),
MpY HEYTOYHEHHOM TOJIMKHUCTO3€ Mo4YeK —y 1 u3 8
nanueHToB (12,5%).

JluHaMuKka pa3MepoB KUCT B MOYKAX NPH MoO-
JIMKHCTO3e MoYeK Mo pesyabratam Y3U

MuHHUMaJIBHBIN AMAMETP KUCT Y IE€TE€H U IOAPOCT-
koB ¢ A/IIIIT (Ha MOMEHT MX MEepPBOTO BBIABICHHUS ) TIO
nmaaaeM Y3U, B cpenaem, 0,61+0,02 cm, a MakcHMaITb-
eIl —1,77+0,23 cM. Ha MOMeHT KaTaMHe3a MHUHH-
MaJIbHBII pa3Mep KUCT B IIOYKAX Y I€TEH U IOIPOCTKOB
¢ AJIII (mo manueiM Y3U) cocTaBui, B CpemaHeM,
0,83+0,08 cM, a MakcuManbHbI — 2,93+£0,66 cM.
JlnHamMuka yBeJIWYeHHUs TUamMeTpa KHUCT 3a 1 rox
Habmonenus cocrasmia 0,18+0,08 cm (n=36), 3a 3
roma — 0,51+0,04 cm (n=26), 3a 5 et — 0,72+0,05 cm
(n=22), 3a 10 ner — 1,5+0,22 c™m (n=10), 3a 15 ner —
2,0+0,8 cm (n=3).

MunumanbHbIH 1uameTp kuct y aeteit ¢ APII (na
MOMEHT MX MEepBOIo BBISBJICHUS) MO JaHHBIM Y3U co-
ctaBwi, B cpeqaeM, 0,24+0,01 cM, a MakCUMaIbHBIA —
0,4+0,02 cMm. Ha MmoMeHT karaMHe3a MHUHUMAJIbHBIN
pa3Mep KUCT B TIOUKax y jaeTeit u moapocTtkos ¢ APIIII
(o manueM Y3U) coctaBun, B cpenaeM, 0,25+0,01 cm,
a MakcuMabHbIN — 0,46+0,02 cm. M3 10 manueHToB ¢
APIIIT y 8 (80%) KuCTBI B TIOUKax MHOKECTBEHHBIE U
mhy3HO paccesHbl 1Mo BCell MapeHXxuMe ¢ MOMEHTa
ux BoisiBieHusA. Y 2 (20%) npu poXIEHUH BBISABICHBI
eIMHUYHbIE MEJTKUE KUCTHI B TIoukax. OHaKo MpH I10-
BTOpHBIX Y3U (B TeueHHe 6 MeC OT MOMEHTA BBISIBIICHM)
OTMEYEHO YBEJIMUCHNE KOINYECTBA KUCT B TIOUKaX.

[Ipu HEeyTOYHEHHOM MOJIMKUCTO3€ TIOYEK CPeTHU
JIaMeTp KUCTHI B Toukax coctaBui 1,3+0,2 cMm u He
MMeJl TeHJICHIIUH K YBEITMYCHHUIO y 6 13 8 marueHToB (y
2 u3 8 MAIMEeHTOB yBEIWYCHNE THaMeTpa KUCT B T104-
kax cocraBuio 0,2 mm/ron). Yncio kuct kojeonercs
or 1 10 3 B Ka)XXI0H ITOYKE.

Yeenuuenne pasmepoB nodek mpu AJIII BvI-
sBiieHo y 16 (34,8%) u3 46 manueHToB, PH 3TOM Y
7 — yBeIMUEHHUE IByCTOPOHHEE, Y 9 — 0THOCTOPOHHEE.
Hamu pe3ynpTaThl MOATBEPKAAIOT JUTEpPATypHBIE
nauueie [17, 19]. [IBycTroponHee yBenudeHue oobema
noyex npu APIIII BeisiBneno y 10 (100%) manmenToB
MIPU POXKJIEHUH, TIPOTPECCUPYIOIIEE C BO3PACTOM. DTH
JTAHHBIE COTYIACYIOTCS C pe3ylbTaTraMu paboT APYrux
aBTOpOB [18—21]. Ha MOMeHT kaTamMHe3a yBeTUICHUE
pasMepa mouek BoIsBICHO Y 4 (50%) u3 8 manueHToB
C HEyTOUYHEHHBIM TTOJIMKHCTO30M TOYEK, U3 HUX y 2 —
JIByCTOpPOHHEE.
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OcioKHEHUS] ¥ MCXOJ MOJUKHUCTO3a MOYEK Y
JieTel ¥ MoJApPoCTKOB

AyTOCOMHO-PE11eCCUBHBIN MOJMKNUCTO3 MoYeK y 10
MAIIMEHTOB XapaKTeprU30BajIcs HeOIaromprusaTHBIM MTPO-
THO30M T€UEHHS, C PA3BUTHEM CHHIPOMA TIOPTATHHON
runepTersun B 20% u MCXOIOM B XPOHHUYECKYTO TT0-
YeYHYI0 HeOCTaTogHOCTh B 90% ciydyaeB Ha TepBOM
roxy >ku3HU. JleranbHbIH cxon KoHCTaTHpoBaH B 30%
ciy4aeB, u3 HuX: y 2 (20%) neteii (cuOchI) B iepros
HOoBOpoxkneHHocTH, ¥ 1 (10%) — B Bo3pacTe 1 roxa.
IIpu aytoricun 1uarHo3 NoATBEPkACH B 3 cilydasx.

[IporpeccupoBanue B XpOHHYECKYIO IMOYEUHYIO
HeoCcTaTouHOCTh B 4,3% y 46 nmeTeil u mMoIpoCTKOB C
AJITIIT oTMe4deHO B IIKOJILHOM BO3pacTe.

HeyTouHeHHBII TOJUKUCTO3 MOYEK Y IETeH U MOjI-
POCTKOB XapaKTepu3oBaycs Oojiee OIaronpusTHBEIM
TEYEHUEM U TIPOTHO30M, OTCYTCTBHEM TIPOTPECCHPO-
BaHUS B XPOHUYECKYIO MOYETHYIO HEAOCTATOUHOCTD.

OBCYXXAEHUE

IIpu uccnenoBanuu 48 ceMel AUArHo3 «IOJH-
KHCTO3 Iouek» moaTBepxkaeH y 98 (53,8%) uz 182
qJIeHOB: Y 64 netedt m moapocTkoB (48 mpobaHIoB
u 16 cubcoB) — B Bo3pacre oT 1 Mec g0 18 ner, y 34
B3pOCIBIX — B Bo3pacte ot 25 no 50 net. [IpoBeneno
KaTaMHEeCTHYeCcKoe oOcnenoBanue 64 netei u moa-
pOCTKOB (CpemHU Bo3pacT cocTaBmi 13,5+4,5 meT) ¢
TTOJTMKUCTO30M TT04eK. JIaBHOCTE 3a00I€BaHUS Y IeTeH
Y TIO[POCTKOB HA MOMEHT Hadaja 0OCIIeZIOBaHUS CO-
crapisuia ot 1 mec o 17 net. I3 64 nereit u moapocT-
k0B 59 mpoxuBaroT B Cankt-IletepOypre, 5 — >kutenn
Jlenmnarpaackoit o6macTH.

Hcnonp3oBanne TeHEaIorndeckoro MeToAa Mc-
cienoBaHus 48 ceMei MO3BOJIUIIO BBIICIUTD 3 TPy
JETeH W MOIPOCTKOB C TOJMKHUCTO30M IMoYeK: 1) 46
JeTel M MOAPOCTKOB C ayTOCOMHO-TOMHUHAHTHBIM
TTOJIMKUCTO30M TO4YeK, 2) 10 meTeit — ¢ ayToCOMHO-
peIleCCUBHBIM TTOJMKHCTO30M ITOYCK, 3) 8 JeTel — ¢
HEYTOYHEHHBIM TTOJIMKUCTO30M TIOYEK, TaK KaK THII
HacJIeZIOBaHuUs 3a00JIeBaHUS YCTAHOBUTH HE YIaJIOCh.
Ha xaxxyto cemblo cocTaBlieHa CXeMbl POJIOCIOBHOM.

Brizenenue rpynmnbl eTel U OJPOCTKOB C HEYTOU-
HEHHBIM TMOJIUKHUCTO30M Touek coracyercss ¢ MKb
X mepecmotpa (1998) m 00ycI0BICHO OTCYTCTBHEM
CBE/ICHWI O KMCTO3HBIX M3MEHEHUSX TOYEK, TTEYCHH,
MTO/DKEITYIOYHOH KeJIe3bl, SMYHUKOB, TOJIOBHOM MO3Te
Y POACTBCHHUKOB 1 U 2 cTemenHei poxcrna [1-5].

B pesymbrare mpoBeNEeHHOTO ITUTEIHHOTO Ka-
TaMHECTHYECKOTO HaOmoneHus 3a 64 neTbMHu U TIOA-
poctkamu u3 48 ceMel ¢ MOJUKUCTO30M TTOYEK HaMU
BBISIBIIEHBI BO3PACT MAIIMEHTOB K MOMEHTY BBISIBIICHUS
KHCT 10 pe3yiasraraM Y31, 0coOeHHOCTH HadyaIhbHBIX
KIIMHAYECKUX MPOSABICHU, OCOOEHHOCTH TEUSHUS

M ucxoja B 3 cpaBHHMBaeMbIX Ipymnmnax. /[aBHOCTH
OT MOMEHTa JAMAarHOCTUKH 3a00JeBaHMs 10 MOMEH-
Ta KaTamMHe3a cocTaBisuia o 1 mMec o 17 jer (nmpu
AJIIIT — 5,843,1 roga, mpu APIIII — 6,1+£0,1 rona,
npu HVIIII — 5,2+0,5 71eT).

Pe3ynbrarhl KaTaMHECTUYECKOTO MCCIETOBAHUS
MOJITBEPKAAIOT, YTO MOJHKUCTO3 MOYEK y JeTel u
MOJIPOCTKOB OOBEAMHSAET IeTEPOreHHYIO TPYIITy 3a-
OoneBaHUil ¢ pa3IMYHBIM TEUEHHEM H UCXOA0M. B
CTPYKTyp€ TMOJMKHCTO3a MoYeK y 64 nmeteil u moju-
POCTKOB Ipeoli1ajaeT ayTOCOMHO-OMUHAHTHBIN THIT
HacneoBanus 3abonesanus (71,9%), uro coracyercs
C OnyOJMKOBAaHHBIMU JaHHBIMH OTEUECTBEHHBIX U
3apy0exxHbIX aBTOpoB [1, 2, 5, 11, 14-15, 18, 20].
AyTOCOMHO-PEIIeCCUBHBIN MOIUKHUCTO3 ITOYEK y eTel
U TIOJPOCTKOB BeTpeuaetcs pexe (15,6%), Ho oTu-
yaeTcsa HeOnmaronpuiaTHeIM mporuozom [1, 11-13]. B
HaIlleM HCCIIeIOBaHUM Ha JIOJII0 MOJIMKHUCTO3a MOYeK
C HEyTOYHEHHBIM THUIIOM HACJIeIOBaHUS MPHUILIOCH
12,5% ciy4aes.

BrIsSBNIEHBI CTAaTUCTHYECKN 3HAYUMBIEC Pa3IUYHS
BO3pacTa JeTell K MOMEHTY BBISBJICHUS KUCT IO
pesyasTaram Y3U mpu ayTOCOMHO-TOMUHAHTHOM,
ayTOCOMHO-PEIIECCUBHOM M HEYTOUHEHHOM ITOJINKH-
cto3e nouek. CpeaHuii Bo3pacT JeTell Ha MOMEHT BBI-
SIBIICHUSI KUCT IpH Y 3U oKa3asics BEINIE y ATl U TTO/I-
POCTKOB C ayTOCOMHO-JOMUHAHTHBIM TTOJIUKHCTO30M
noyek (8,6+3,9 roga) U HEYyTOUHEHHOM TOJIMKUCTO3€
noyek (10,3+4,1 rona), 4em Npu NOJIUKUCTO3E MOYEK
C ayTOCOMHO-PEIECCUBHBIM TUIIOM HACJIEJIOBAHUS 3a-
6onesanus (2,0+£0,5 mec).

[IpenaranbHas TUArHOCTHKA KUCT MPOBEJEHA B
50% y 10 marmentoB ¢ APIII, B 12,5% y 1 manuen-
Ta C HEYTOYHEHHBIM TOJIMKUCTO30M To4eK U B 4,3%
cnydaeB y 46 manuentoB ¢ AJIIII. Aramornynsie
pe3yabTaThl MOJdy4YeHsI B padorax [11, 13, 20-21].

YacroTa KHCTO3HOTO MOPAXKEHUS APYTUX OPTaHOB
npu APIIIT u AJIII n3ywanace B paborax K.M.
Dell (2011), R. Biischer (2014), C. Bergmann (2015),
C.C. ApyTionsa (2013), pe3ynsTaTbl KOTOPBIX COTTIacy-
IOTCSI C TIOJTyYCHHBIMU B HAIlIeM HcclieoBannu [4, 11,
13,21]. Kuctel npyrux opranos BoisiBieHbI B 70% y 10
narueHToB ¢ APIIIL, B 6,5% y 46 nmanuentos ¢ A {1111,
Y HE BBISIBJIICHBI KUCTHI JPYTHX OPraHoB Y IMaIUCHTOB
C HEyTOUHEHHBIM TTOJIMKHCTO30M MOYEK.

Hawmu, xax 1 ipyruMu aBTopamu, 00OparieHo BHUMa-
HUE Ha BBICOKYIO YAaCTOTY KJIMHUYECKUX MPOSBICHUN
AJIIIII B merckom Bo3pacte [1, 2, 4, 5, 11, 14, 17].
Knuandeckue nposieiieHust: 001eBOi a010MUHAIbHBIN
CHH/IPOM, apTepHaIbHasi TUIIEPTEH3Hs, MOUEBOM CHH-
JIpOM (MHUKpOTEMAaTypHs ¥ IPOTEHHYPHS1) BISBICHBI
y 33 (71,7%) u3 46 nereit u mogpoctkoB ¢ AJIIIII,
u3 Hux 70 1 roma —y 4 (8,7%),c 1 no3 nmer—y 5
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(10,9%), ¢ 3 no 7 ner—y 4 (8,7%), ¢ 7 no 15 ter—y 20
(43,5%); ay 13 (28,3%) — KTHHIYECKUE TTPOSIBICHHUSI
HE YCTaHOBJICHBI.

ITarmenTs! ¢ APIIIT Ha MOMEHT BBIABIEHUA KUCT
1o Y31 uMenu KIMHUYECKUE CUMITTOMBI 3a00JICBaHUS
(100%). ¥ 10 gereit ¢ APIIII ximHu4eckue mposiBie-
HUS B BHJIE YBEIMYCHHUS 00beMa KHBOTA, MAIbITUPYe-
MBIX IUIOTHBIX TIOUEK ¢ OyrprUCTOl TOBEpXHOCTHIO Y 10
(100%), oTekoB JHIIa, TOSCHUYHOW 00JIaCTH, HIIKHUX
rxoHeyHocteil y 5 (50%), apTepuanbHO TUIIepTeH3UN
y 4 (40%), npIxarenbHON HeocTatouHocTH y 6 (60%),
rernaromerasinu y 5 (50%) BBIABICHBI cpa3y INpHU
POXIeHNH, 4TO cornacyeTcs ¢ naHasiMu L.M. Guay-
Woodford (2014), R. Biischer (2014) u C. Bergmann
(2015) [11-13].

Y 4 (50%) u3 8 mamueHToB ¢ HEYTOYHCHHBIM
MOJIMKKCTO30M TMOYEK HE BBISIBICHO KIMHHYECKUX
nposiBIeHU. boneBolt abmOMUHATBHBIA CHHIPOM,
MOYEBOM CHHJIPOM B BHJIC MUKPOT€MATyPHUH BbISBIICHBI
y 4 (50%) 13 8 ManueHToB C HEYyTOYHEHHBIM TTOJTHKHU-
CTO30M TI0YEK.

AHanu3 1oxasai, 4To OJJHIUM U3 HanOoJee YacThIX
MEPBBIX KIMHUYECKUX TPOSIBICHUH MOJIMKUCTO32 TI0-
YeK y JeTell M MOAPOCTKOB SIBJSIETCS apTepuaibHas
runepreH3us. Hamu pe3ynbraThl MOATBEPKIAIOT
nannsie J.L. Huang (2013), L.M. Guay-Woodford
(2014), W.E. Sweeney (2016) [6, 12, 20]. Hamu u3syue-
HBI YacTOTA, CPETHHI BO3PACT BBISBICHUS, XapaKkTep
apTepua’gbHON TMIEPTEH3UU U CPEAHUM THAMETP
KHCT B TIOYKaX HA MOMEHT BBISIBICHHSI apTepPHATIbHOM
THIEPTEH3UH TP PA3IMYHBIX TUIAX HacJeOBaHUsI
MOJMKKUCTO3a IMOYEK y JeTel U MoaApocTKoB. [Ipu Hey-
TOYHEHHOM THIIe HACJIeIOBAHUS TOJIHUKICTO3a MOYEeK
apTepuagbHasi TUIIEPTEeH3Us y AeTel U OAPOCTKOB HE
BbIsIBIIeHA. [ Ipn ayTocOMHO-periecciBHOM MOJIMKHCTO-
3€ M0YeK CHHJIPOM apTepUaTbHON THTIEPTEH3UH BBISIB-
neH gocroepHo gamie B 100% (y 10 u3 10 nereit), uem
IIpH ayTOCOMHO-IOMMHAaHTHOM TTOJIMKHCTO3€ MOYEK B
32,6% (y 15 u3 46 geteit u moapoCcTKOB). Y B3POCITBIX
wienoB cemeit ¢ AJIINII aprepuanbHas runepreH3us
nuargoctupoBana B 100% cmydaes.

B nHamieM uccienoBaHuu nuenoHepUT y neTei
¢ APIIII gmarnocruposan vame (100%), yem npu
AT (32,6%) u HYIIII (37,5%), u pansbie (7,0+0,5
MeCSIa).

Hawmu onpenenen cpennuii tuamerp (MUHUMAIIb-
HBIX U MAKCHMAITBHBIX ) KUCT HA MOMEHT X BBISIBIICHUSI
1o AaHHbIM Y3 1py pa3inuHbIX THIIAX HACTICJOBAHUSI
nommkucTo3a mouek: mpu AT — ot 0,61£0,02 mo
1,77£0,23 cm; mpu APIIII - o1 0,24+0,01 m0 0,4+0,02
cM, ipu HYTII — ot 0,540,15 no 1,3+0,2 cM. Ananus
MoKa3all 3HaYMMble OTIIMYHS B TUHAMHUKE JUAMETpa
KUCT B 3aBUCHUMOCTH OT THIA HAacJeIOBaHUS IIO-
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JUKHUCTO3a ToYeK. Y nereit u moapoctkoB ¢ APIIII
MHUHUMAJBHBIA pa3Mep KUCT B MOYKaX HA MOMCHT
KaTamHe3a (1o JaHHbsM Y3UM) cocTaBuil, B CpeaHEM,
0,25+0,01 cMm, a makcumanbHbINA — 0,46+0,02 cm. [1pu
HEYTOYHCHHOM MOJUKHCTO3€ TIOYECK CPESTHUHN TUaMeTp
KHCTBI B TIOYKaX HE UMEJ TCHACHIINY K YBEIMUYCHUIO
y 6 3 8 manueHToB (y 2 u3 8 MaIrMeHTOB yBEIMUCHNE
JMaMeTpa KUCT B IoYkax coctaBmiio 0,2 MM/Tox).

Hamu BBISBIICHBI pa3indus B KOJHYECTBE IIO-
yeyHblx KucT npu AL, APIIII u HeyTouHEHHOM
MTOJINKKICTO3€ TOYEK, KOTOphIe HE MPOTHUBOpPEYAT pe-
syneTaram padot F.E. Avni (2010), Jr. W.E. Sweeney
(2011) [14, 19]. Ilpu AJIIII y nereit 1 mMOAPOCTKOB
KOJIMYECTBO KUCT COCTABUIIO OT 2 JI0 5 B Ka)KI0M I10Y-
Ke, TIPH ayTOCOMHO-PEIIECCUBHOM — MHOYKECTBEHHBIE
MEJIKHE KUCTHI, TPH HEYyTOYHCHHOM ITOJTMKUCTO3€ T10-
yek — oT 1 1o 3.

YV 64 nereit m moapoctkoB B 13% mpu AJIIIIL, B
100% — mpu HYTIII npu nepBoM BBISIBIICHUH CKJIAbI-
BaJIOCh BIICUATIICHHE 00 OJHOCTOPOHHEM MTOPAKCHUH
noyek. [Ipu APIIII B Hamem MccienoBaHUM BBISBIIE-
Ha aCUMMETPHUS PACIIONIOKECHHSI KUCT B MOYKAX MPH
nepsoM Y3U manmenta B 20% ciydaes.

N3mepenne o6nEMa MMOUEK, IO JaHHBIM aBTOPOB
[14, 17, 19], sBaseTcss MOCTOBEPHBIM U JOCTYITHBIM
KPUTEPUEM OIEHKU CTEICHH MPOTPECCUPOBAHUS
u nporrosza AJIIIII. JIBycTopoHHEEe yBeIWUCHUE
pa3MepoB IOUYEK, IPOrpPecCUpyIoliee ¢ BO3PacTOM,
ycTaHoBleHO y Bcex nereid ¢ APIIIL. DTu mannbie
coracyiorca ¢ pesynpratamu F.E. Avni (2010),
J WE. Sweeney (2011), M.C. Liebau (2013) [14,
17, 19]. Hamm pe3ynbTarhl MOATBEPKAAIOT TaHHBIC
nurepatypsl [14, 17, 19].

[TpoBeneH aHanu3 0CI0AKHEHUH, KOTOPBIN IMOKa3all,
410 nporpeccuposanue B XITH nocroBepHoO yale u B
Oomee panHeM Bo3pacte (B 90% Ha IEpBOM IOy JKH3-
Hu) Berpeuaetcs npu APIIII, vem npu AT (4,3%
B TIEpUOJIC MIKOILHOTO Bo3pacTa). Hamm pesynbrarhl
COMIacyIOTCs ¢ JaHHbIMU aBTopoB [Joshi S.S. (2016),
Sweeney W.E. (2016)], cBuACTEIECTBYIOITIME O OBI-
ctpoM mporpeccupoBanun APIIII B XIIH Ha mepBom
romy xwu3nu [13, 14, 18, 20].

HeyTouHeHHbIN MOJUKUCTO3 MOYEK Y JI€TEN U TIOJT-
POCTKOB XapaKTepu30oBayics Ooiiee OIaronpusTHBHIM
TEUCHHEM U TIPOTHO30M, OTCYTCTBHUEM MPOTPECCUPO-
BaHUS B XPOHHUYECKYIO TTOYCUHYIO HEAOCTAaTOUHOCTD,
YUYUTBIBASI OTCYTCTBUE OTATOIICHHOTO CEMEWHOTO
aHaMHe3a, BEPOSATHO, Pa3BUTHE 3a00JICBAHUS CBSI3aHO
¢ MmyTanusmu de novo.

Takum oOpa3om, IO pe3yinbTaTaM MPOBEIACHHOTO
HCCJIETOBAHUS BBISIBJICHBI OCOOCHHOCTH KHCTO3-
HBIX U3MCHCHHH B MOYKAX, KIMHUYCCKUX MPOSBIIC-
HUI, TEUEHHUs, OCIIOKHEHUN U MCXOJa ayTOCOMHO-
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JIOMHHAHTHOTO, ayTOCOMHO-PEIICCCUBHOTO U HEYTOU-
HEHHOTO TIOJIMKHCTO3a TIOYEK y IeTeH U MOAPOCTKOB.

Cornmacuo ganHbiM Y3 mokazaHbl BO3pacT K
MOMCHTY BBISIBICHHUS KHCT B MOYKaX M JUHAMUKA
YBEJIUYCHHS pa3Mepa M Yucja KUCT y MAaIlUeHTOB C
ayTOCOMHO-IOMHHAHTHBIM, ayTOCOMHO-PEIIECCUBHBIM
1 HEYTOUYHEHHBIM TIOJTHMKHACTO30M ITOUCK.

BbrIsiBIICHBI 0COOCHHOCTH Pa3BUTHS apTepUaTbHON
TUTIEPTECH3UH y IETEeH ¢ ayTOCOMHO-JOMUHAHTHBIM U
ayTOCOMHO-PEIIECCUBHBIM MOJIMKUCTO30M TTOYCK.

B cTpyKType noamkucTo3a no4ex y aered U noj-
POCTKOB IIpe0o0IaacT ayTOCOMHO-TOMIHAHTHBIN THIIT
HacJeI0BaHus 3a00IeBaHus, OJJHAKO 00JIee TSIKEIIBIC
HCXOMBl XapaKTEPHBI ISl ayTOCOMHO-PEIIECCUBHOTO
THIIA HacJieJJoBaHUs 3a0oiieBaHus. Hame uccnemno-
BaHHE MMOKA3BIBACT, UTO Yy JETEH C HEyTOUYHCHHBIM
MTOJIMKUCTO30M TI0YEK 3a00JIeBaHNE UMEET Oarompu-
STHOE TeUEHHUE 0€3 Pa3BUTHS CEPhE3HBIX OCIOKHEHUN
B JICTCKOM BO3pacTe.

SAKJTHOMEHUE

B crpykType monmukucTo3a mouek y 64 mered u
[TOJIPOCTKOB Mpeo0afiaeT ayToCOMHO-TOMHUHAHTHBIN
IIOJIMKHACTO3 IIOYEK, PEXE BCTPEUAETCS ayTOCOMHO-
PELIECCUBHBII MOJIMKUCTO3 IMOYEK U HEYTOUHECHHBIN
MTOJIUKHCTO3 MOYEK.

YcTaHOBIEHBI pa3nyuus B BO3pacTe y JeTed K
MOMEHTY BBISIBJICHHS KHCT B IOYKaX IO pe3ylbTaraM
Y3U: mpu APIII — 2,0+0,5 mec, a npu AAIII u
HEYTOYHEHHOM TOJIMKHUCTO3€ MTOYEK B IIKOJIEHOM BO3-
pacte — B 8,6£3,9 u 10,3+4,1 roga cOOTBETCTBEHHO.
[IporieHT BBISBIEHUS KUCT B APYTHX OpraHax (IeyeHb,
MTOJKEITYIOYHAs JKene3a, IMYHUKH) Y AeTeH U IOAPOCT-
kxoB ¢ APIIII gocTtoBepHO BHINIE, YeM Yy MALMEHTOB C
AT 1 HeyTOYHEHHBIM TTOJTMKUCTO30M ITOYEK.

Y GonpmuHCcTBa narueHToB ¢ AJII1I1 BBISABICHBI
KJIMHUYECKYE MIPOsIBIICHU: 00JIeBOM a0 TOMUHAIIbHBIN
CHUHJIPOM, apTepuajIbHast TUIIEPTEH3UsA, MOYEBOW CHH-
JIpoM (MUKpOTeMaTypusi U IPOTEUHYPHSI) B ITKOJIbHOM
Bo3pacte, mpu APIIII k1uHIYECKUE MPOSBICHUS OT-
MEUEHBI Y JIeTeH Ipu POXKIEHUH WIH B HEOHATAIbHOM
MIEPUOIE.

¥ Bcex nmartuenToB ¢ APIIII BeIsiBIeHO paHHee pas-
BUTHE CHUHAPOMA apTepUAIbHON TUIIEPTEH3UH (TIPU
POXACHUN WM B TPYAHOM BO3pacTe) B OTIMYHE OT
naruenToB ¢ AJIIIII. Cpeanuii Bo3pacT K MOMEHTY
BBISIBJICHHSI apTEPUAIBHON TUIIEPTEH3UU y JeTel U
nonpoctkoB ¢ APIIIT u AJIIIII coctasmn 2,0+0,5 mec
u 13,6+2,2 roma COOTBETCTBEHHO.

PazButne BrOpuYHOrO nuenoHeppura y Aereit
nipu APIIII — yamme, yem npu Apyrux BapuaHTax Io-
JIMKHACTO3a IIOYEK.

APIIII xapakrepusyercst HEOIArONPUATHBIM TIPO-

THO30M TEUEHMSI, UCXOJIOM B XPOHUUECKYIO TIOYEUHYIO
HEJIOCTAaTOYHOCTh U JIETAIbHBIM MCXOJIOM Ha TIEPBOM
rony xu3Hu. [Ipu AT penko BcTpeuyaeTcs mpo-
rPECCUPOBAHME B XPOHMUECKYIO [IOYEUHYIO HEJAO0CTa-
TOYHOCTh B JIETCKOM Bo3pacte. [Ipu HeyTOUHEHHOM
MOJIMKKACTO3€ MOYEK Y JAETeH U MOAPOCTKOB HE yCTa-
HOBJIEHO XPOHUYECKOM MOYEYHON HEJI0CTAaTOYHOCTHU
U JICTAJTLHBIX UCXOJIOB.
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