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BBenenue. AyTOCOMHO-TOMUHATHBIM MOJIMKU-
cro3 mouexk (AAIIL; OMIM 173900, 613095,
600666; Q61.2) omro u3 HambOosee yacThiX (1 Ha
400-1000 HOBOpOXACHHBIX) HacCJIEAYEeMBIX 3a00-
JIEBaHUS TMOYEK. AyTOCOMHO-PEIIECCUBHBINA TOTH-
kucto3 mouek (APIIIT; OMIM 263200, 617610;
Q61.1) BcTpeuaercs ¢ uacrtoroit 1 nHa 20000-—
100000 HOBOPOXJIEHHBIX, OTHOCUTCS K OpdaH-
HbiM (ORPHA:731) 3aboneBaHusIM. Huaruo-
cruka AJIIIIT u APIIIT npoBoauTcs Ha OCHOBa-
HUU MEXJIYyHapoIHbIX kputepueB [1-3], oOmmm
MPU3HAKOM 3a00JIEBaHU SBISIETCS HAIHMYHE MHO-
KECTBEHHBIX KHCT B MapeHXMME 00EUX IMOYeK I10
pe3yibrataM  YJIbTPa3BYKOBOTO  HCCIIEJOBAHUS
(Y3U). B cBs3m ¢ BBIpaXEHHOH KIWHHYECKOU
KapTUHON M MPEHATaJIbHBIM BBISIBJICHHEM KHCT B
obenx moukax 1mo Y3 y HOBOPOKICHHBIX Hallle
nuarHoctupyrot APIIII [2—6]. Onucans! ciyuan
npenaranbHOM nuarHoctuku A I [5-10].

Heapr uccaemoBanus. IlpencraBute gudde-
PEHIIMAIBHO-AMATHOCTHYECKUE OCOOCHHOCTH Te-
geHus y HoBopokaeHHBIX APIIT m AJIIII c
OUYCHb PAHHUM BBISBIICHHUEM.

Marepuanasl U MerToabl. V3yueH kaTaMmHe3
165 neTeit M MOAPOCTKOB C MOJIUKUCTO30M IOYEK,
u3 Hux 148 nereit m mogpoctkoB ¢ AT u 17 ge-
teit ¢ APIIII. 13 165 neteit u moapoCcTKOB C MOJIH-
KHCTO30M TMOYEK, Y 32 AUarHo3 yCTaHOBJECH B HEO-
HaTaJbHOM TIEPHOJIE.

B nannoe uccrnenoBaHue BKIIOUEHO 32 HOBO-
POXJIEHHBIX, U3 HUX Yy 23 (12 neBouek, 11 manpun-
KOB) B HEOHATaJIbHOM TIEPUOJIE AUATHOCTHPOBAH
AJIII, y 9 (5 neBouek, 4 manpunka) — APIIIL
Ormnucanbl 0COOEHHOCTH TMPEHATATHLHOTO TIEPHOAa
U Mepuoa HOBOPOXKIACHHOCTU. YCTAHOBJICHBI Ha-
JAYAE W XapaKTep apTepHATHLHOU THIEPTECH3UHU
(AT'), uadpexunu mouesbix myteit. [Tpu Y3U yure-
Hbl 00mMii (cymmapHsbiil) oovem mouek (OOIN),
KOJIMYECTBO, JUAMETP KUCT, HAIMYNE KUCT B JIPY-
TUX TapPEHXUMATO3HbIX opranax. O0beM moYeK 1o
V3U paccauThIBaIH 110 GOPMYJIIE YCEUSHHOTO dJI-
murica (Kanyerun C.B., 2017), OOII cpaBHunu c

HOpMOI 1o mony u anuHe Tena (Tpedunos A.A,
2011). Iomyuensr 3nauerus cpenueir (M+m) OO-
IT(cm3) n quameTpa MaKCUMAaJIBbHON MTOYSHHON KH-
ctel (MM) o Y3U y HoBOpoxkaeHHBIX ¢ AT u
APIIIIL. CocrosiHne (hyHKIIUM TIOYEK OLEHEHBI (C
Y4eTOM CpOKa TecTalliil K MOMEHTY POXKJICHHS H
BO3pacTa) IO YPOBHIO KpEeaTHWHHHA, CKOPOCTH
KJIyOOUYKOBOH (unbTpanuu (Mo pacdyeTHou Qop-
myne Schwartz), 3JIeKTPOIUTHOMY | KHCIIOT-
HO-OCHOBHOMY COCTaBy KpoBu. Kpurepusmu
CTpaTU(PUKAIMH TSHKECTH OCTPOTO MOBPEKICHHUS
mouek (OIIIl) y HOBOPOXIEHHBIX CUHTAIH
YpPOBEHb W HapacTaHWe KpeaTMHHUHa KpoBU (B
cootBercTBHH ¢ AKIN, 2011).

PesyasTarsl. Y 23(16%) u3 148 nereit, AJIIIIT
JIUarHOCTUPOBAH B NEPUOJ] HOBOPOXKJICHHOCTH, U3
HuX, y 10(6,8%) KHCTBI B MOYKaxX BBISBIICHBI Ipe-
HaTaiabHO. BoO Bcex ceMbsix M3BECTEH aHaMHE3 10
AL, 3 aux B 15(65%) ciryuasx 3aboieBanne
nepenanock or Marep, B 8(35%) — ot orua. be-
PEMEHHOCTh MaTepy IpoTeKasia Ha (oHe MaJIOBO-
oust B 2(8,7%), yrpossl mpepsiBanust B 14(61%),
anemun B 16(70%) coygasx. U3 23 HOBOpOXKICH-
vEIX ¢ AIIIIL, 19(83%) ponminck HOHOIIEHHBIMU
¢ Maccoit 3253+64r m jpnmHOM Tema 52,4+1,3cM,
4(17%) — wmmenu HEITOHOMIEHHOCTh | CTENeHH ¢
maccor 2240+71r u mmmHON Tema 47,2+0.9cm. YV
3(13%) u3 23 nHoBopoxkaeHHBIX ¢ AJIIIIT oTmMedeHa
AT, u3 HUX y 2 apTepualibHOE AaBJICHUE HOPMAJu-
30Bajoch Ha (hoHe mpuema HHruouTopoB AIlD, y
omHoro pebeHka croiikas Al kKoHTpommpyemas
npueMoM | aHTHUTHIIEPTEH3UBHOTIO IMpenapara co-
XpaHsach B HEOHATAIBHOM Tmiepuozae. Y 6(26%)
HoBopoxxaeHHbIX ¢ AJIIIII nuarnoctupoBan nue-
noneppur. U3 23 HoBopoxkaeHHbix ¢ AJIIII, y
4(17%) npu nepBOM BBISBICHUH MHOKCCTBEHHBIC
KHCTbI OOHapy»eHbl B MapEeHXHWME OIHOH MOUYKH
(acummeTpuyHOEe  BBIsIBIIEHHWE) 1o @ Y3U, 'y
3(13%) — enunuunHble (MeHEe 3) IBYCTOPOHHHE
novyeyHble KUCThl. CpeHee 3HaYeHUEe MaKCHMallb-
HOW TIO IUAMETPY IOYEYHOH KHCTBHI Yy HOBOPO-
KIeHHBIX 6,0+2,8mMm. YV 23 (100%) HOBOpOXK/IeH-
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Hbix ¢ AT npu Y3 He BbIABJICHBI BHENOYEY-
Hple kuctel. Cpennee 3Hauenne OOIl npu
POKJICHHH COCTaBUIO y MainbuukoB ¢ AJ[III1
37,244,8 c¢M’, 'y HOBOPOXKICHHBIX JICBOUYCK
25,5+0,7 ¢cM® ¥ He MMeeT CTATUCTUYECKH 3HAYU-
MBIX pa3IM4YUi MpU CPAaBHEHUM C HOPMOM
(p=NaN). M3 23 noBopoxaeausix ¢ AIIIIL, y
1 (4,3%) c pernoruniom POTTER (rumoniasus ner-
Kux, majoBogue, tTunuyHoe auno POTTER, ne-
(hopmarus KOHEUHOCTEH, MOPITUHHUCTAS, APSIOTIas,
«cTapueckas» Koxa) ycraHoBieHo pasputue OII1
1 crammm (merkas, mo mkaine AKIN, 2011) mo
YPOBHIO CBIBOPOTOYHOTO KPEATHHHWHA, C TOJHBIM
BOCCTAHOBJICHHEM (YHKIUHM TIOYEK B PE3yJIbTaTe
MPOBOJMMON KOHCEPBATUBHOM TEpaIuu.

VY 9(53%) u3 17 nereii, APIIII nuarnoctupoBan
B TIEPHOJI HOBOPOXKJEHHOCTH, W3 HUX y 8(47,1%)
KUCTBl B TIOYKaX BBISIBICHBI MpeHaTtajipHO. B 2
cembsix m3BecTHO 00 APIIIT y cubcoB, ponurenu
poOaHIOB 3/IOPOBBI BO BCEX CEeMbsX. bepemeH-
HOCTH MaTepu NIpoTeKala Ha (HOHE MallOBOIHUS
B 8 (89%), yrpossl mpeprsiBanus B 8(89%), anemun
B 2 (22,2%) canyuasx. Bo Bcex ciyuasx mpeHa-
TanbHO 10 Y3U oTMedeHo yBenndeHne OKpy>KHO-
CTH XMBOTa y 1uiona. M3 9 HOBOPOXICHHBIX C
APIIII, 4(44%) poaunuch JIOHOIIEHHBIMU C Mac-
coit 3020+87 T u qmuHO# Tenma 49,6+3,5 cM, 5(56%)
MMENU HEJOHOUIEHHOCTh | cTemeHu ¢ Maccoi
2076+45 r u nnuHOM Tenma 46,4+1,3 cm. YV 7(78%)
U3 9 HOBOPOXKICHHBIX OoTMeueHa Al, U3 HUX Yy
2 — B paHHEM HEOHATaJbHOM TEPHOIL, Y 5 — B
KOHIIE TI03/THET0 HEOHATAIIBHOT O TIepuoaa. Y 5 Ho-
BopokeHHbIX ¢ APIIII koppekuus HedporeHHoOH
Al mpoBogmmack 1 mpemapatroM (MHTHOHUTOP
ATl®), B 2 cnyyasix — 2 aHTUTUNEPTEH3UBHBIMU
npenaparamu (MHTHOUTOP AIID U GrrokaTop Kalb-
[UEBbIX KaHasoB, HHTHOUTOp AIID 1 aHTaroHUCT
penenTopoB aHruoTeH3nHa II, COOTBETCTBEHHO).
VY 5(56%) noBopoxnenusix ¢ APIIII nuarHoctu-
poBany mHeIoHePPUT. Y BCeX HOBOPOKACHHBIX C
POKJIEHUS BBISBICHBI MHOKECTBEHHBIE, PACIIOIO-
xeHHble auddy3HO Mo Bcell mapeHXxuMe, cuMMe-
TpuuHble, Menkue (3,1+1,4 MM) KUCTHI B TapeHXH-
Me obenx mouek. Y 9 HoBOopoxkaeHHBIX ¢ APIIII
onucaHa renaromeranus, npu Y3 He BBISBIECHbI
BHemodeuHble KUCTHL. Cpemuee 3HaueHme OOIL
npu  poxaeHun y ManpuukoB ¢ APIIII
61,0£19,2 cm® u y aeBouek 81,0+42,7 cm® mpeBbI-
IaeT HOpMY, HO IMEeT CTaTUCTHYECKH HE 3HAYH-
MbIC pa3auyds TMpU CPaBHEHUU C HOPMOM
(p=NaN). Y 4 (44%) u3 9 nipu po’KICHUN OTMECYCH
¢enorun POTTER. V 4 (44%) w3z 9 nereit c
APIIII, nuarHOCTUPOBAHHBIM B TEPHOJ] HOBOPO-
JKJIEHHOCTH, ycTaHoBieHo pa3utue OIIII 3 cra-
ouu (TsDKeasl), U3 HUX Y 3 C UCXOIOM B TEPMH-
HaJbHYIO ypeMuto. JleTalbHbI MCX0J] KOHCTATH-

poBaH y 3(33%) nereit ¢ APIIIL, u3 HUX y 2 — B
Nepuosie HOBOPOXKACHHOCTH, ¥ 1 — B TIpyaHOM
Bo3pacTte. [lonukucTo3 meueHn MoATBEPKICH TTPH
ayTONCHU (IIOCTe MHKPOCKOITMYECKOTO HCCIENO-
BaHMS TKaHU MEYEHN) Y 2 yMEPUIUX HOBOPOXKICH-
HbIX ¢ APIIIL. Y omgnoro pebenka ¢ APIIII, mocie
nepenecennoro OIIII B HeoHaTanbHOM MEpUoOnE, K
3 rogaM koHcTaTupoBaHo hopmupoBanmne XbIIC3
(CK® no dpopmyne Schwartz=32 mi/MuH).
3akutoyenue. APIIII game quarHocTUpOBaH B
nepuone HoBopokneHHocTH (53%), wem AJIIIII

(16%). Crnenyet IpoBOAMTH TIIATENBHBINA cOOp ce-

MEHHOI0 aHaMHe3a C COCTaBJIEHUEM HE MeHee 3

MOKOJICHUI POJOCIOBHON JUIsi AU(PPEpeHIIHAb-

Ho#t muarnoctuku mexay AJIIIIT u APIIII y HoBO-

poxaeHHbIX. Y geredt u3 cemeit ¢ 50% puckom

AJITIIT (6oneH omwH W3 POXMTENEH) BCTpEUAETCs

MpeHaTaIbHOE BHIABICHUE (0,8%) MOYEYHBIX KUCT

npu Y3U. JIoHOIIEHHBIE HOBOPOXICHHBIC C

AJITIIT umeroT OONBIIYIO Maccy MpPH POXKICHHH,

yem TakoBbie ¢ APIIII, pasnuyus cTaTUCTUYECKU

3HaguMbl (p<0,05). Y HEIOHOIEHHBIX HOBOPO-
skaeHubix ¢ AJIIIIT u APIIII, He momyyeHo cTaTu-

CTUYECKU 3HauuMBIX paznuuuii (p=0,099) B macce

Tena Mnpu poxxJaeHuu. He BBISBICHO cTaTucTUYe-

CKHM 3HauMMBIX pasznuuuil (p=NaN) kak npu cpas-

HEHUH MaKCHUMAaJbHBIX IO JUAMETPY IMOYCUHBIX

KUCT y HoBOpoxkAeHHBIX ¢ AJIITII u ¢ APIIII, tax

u npu cpaBHenun ¥Y3U-metpuueckoro OOII mpu

AJIIIT u APIIII ¢ HOpMO# AJIs1 HOBOPOKICHHBIX.

VY nosopoxkaennusix ¢ A B 17% cinyudaeB oT-

MEUYEHO aCHMMETPUYHOE BBISBICHUE IMOYEUHBIX

KHCT, B 14% — e€IMHUYHBIE KUCTHI B 00€HUX I10Y-

kax. Ilo pesynpraram Y3M y HOBOpPOKJIEHHBIX C

APIIIT u AAIIII He BBIABACHBI KUCTHI B APYTUX

MapeHXMUMATO3HBIX OpPraHax, OJHAKO IMOJUKHCTO3

[IEYEHU TOATBEPKCH 0 PE3YIBTATAM Ay TOICUU Y

2 noBopoxaeHHbIX ¢ APIIII. ¥V HOBOpoXIeHHBIX

npu AJIIIT pexe (13%), uem npu APIIIT (78%)

¢dopmupyercss AL OIIIl y HOBOPOXAECHHBIX C

APIIII pa3BuBaercs vamte (44%), yem pu A AI1I1

(4,3%) 1 nmeeT HEOIATONPHUATHBIC UCXOIBI.
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