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HUA 3THUX MAIUEHTOB, B T.4. B CBA3M C OTCYTCTBHEM B HacTrofAllee BpeMAa 3(h(eKTUBHOTO JIeUeHHn .
Cembu, umeronrue gereit ¢ I[IKB, Hy:xaaroTca B MeIUKO-TeHETHUYECKOM KOHCYJIbTHPOBAHMH, TAK KaK
C IOMOIIBI0 MOJIEKYJISIPHO-T€HEeTUUECKOM TUATHOCTUKN BO3MOKHBI yTOUHEHNE TeHeTUUYECKOM (DOPMBI
00JIe3HH U OLIEHKA PHCKA POSKIEHHU 00JIHHOr0 pe0eHKa MPHU MOCHAEAYIOIUX 0ePeMEeHHOCTAX, a TaKKe
C L[eJIBIO OIIPe/ieJIeHU A MOKa3aHui 1Jia nposeaeHus npeHaraabHoil [HK-guarnoctuku. Hecomuenso,
cjaeayeT yYUTHIBATh M MHOr0OOOpa3HbIe 3TUYECKHEe MOMEHTHI, CBA3aHHbIE C 3TOM TAKEJION reHeTuJe-
CKOM IMaTOJIOTHEN.

Kniouesvle cnosa: H080POHIEHHBLIL, YUIUONAMUSL, AYMOCOMHO-PEUCCCUBHAL NOJLUKUCTO3HAS 60/1e3Hb
noueK, aymocomHO-00MUHAMHASL NOJUKUCTO3HASL 00Je3Hb NOUeK.

The article is devoted to polycystic kidney disease (PKB), a genetically caused disease associated
with the formation and progression of cysts in the kidneys. Patients with PKB constitute 8—10%
of all patients with end-stage chronic renal failure. The article represents two clinical cases of
autosomal recessive variant of PKB in neonates, demonstrating the problem of timely diagnosis (in
particular, inaccessibility and costliness of molecular genetic studies) and the management of these
patients, including due to the current lack of effective treatment. Families with children with PKB
need genetic counseling, as with the help of molecular genetic diagnosis it is possible to clarify the
genetic form of the disease and assess the risk of a sick child birth in subsequent pregnancies, as well
as to determine the indications for prenatal DNA diagnosis. Undoubtedly, it is necessary to take into

cystic kidney disease.

Kucrossl — rpymnma 3abojieBaHUi, Cpeau KOTO-
PBIX MOJYKHO BBIJEJIUTh KaK HACJIEICTBEHHO O00Y-
CJIOBJIEHHBIE, TaK U mpuodpereHHble. OHU pasau-
YalOTCA II0 BEeJIMUYMHE U KOJIUYECTBY KUCT, a TaKiKe
M0 MX JIOKAJW3aIUM B IIOUYEYHBIX CTPYKTypax.
ITopa:keHUss MOTYT 3aTParuBaTh TOJBKO IIOUEUHYIO
TKaHb WJIM COYETATHCA C KHCTO3HBIMHU 3a00JieBa-
HUAMU OPYTUX opraHoB. PasHbie GOpMbI KMCTO3HO-
ro MOPaKeHUs II0YeK MMEIOT Pa3JIMUYHBINA ITPOTHO3
— OT 0JIaroII0JIy4YHOTO MHOTOJIETHEr0 TEeYeHUs 10
JIETAJILHOTO MCXO0Ja B PaHHEM J[eTCKOM BO3pacTe
[1-3]. OcHOBHBIMH KHCTOSHBIMU 3a00JIeBAHUAMU,
HabJII0JaeMbIMUA B JeTCKOM He(POJIOrnYeCcKOM CTa-
IMUOHAaPe, SIBJIAIOTCS:

® ayTOCOMHO-IOMHHAHTHAsS IOJUKKUCTO3HASA

account the diverse ethical issues associated with this severe genetic disorders.
Key words: newborns, ciliopathy, autosomal recessive polycystic kidney disease, autosomal dominant poly-

BaTh C PACCTPOMCTBAMHU, CBA3aHHBIMHU C IIATOJOTHEHN
muinii [2]. Crano oueBUAHBIM, YTO KMCTO3HOE 00pa-
30BaHUE MMOYEK SIBJISETCS ITaTOTHOMOHUYHBLIM ITPHU-
3HaKoOM ImamomnaTtuii. I{mamnomatuu — reHeTmue-
cku o0ycCJIOBJIEHHBIE 3a00JIeBaHUSA, BO3HHUKAIOIINE
IIpU HAPYIIEHUU CTPYKTYPBI WIN PYHKIUU ITUINI
(pecanuex) [1, 2, 4].

B BaBucuMocTH OT BHYTPeHHEH CTPYKTYpPbI U
BBIIIOJIHSIEMOM (PYHKIMU BCe MUJINM MOKHO pas-
IeJIUTh HA JBA OCHOBHBIX THUIA: HOABUKHBIE ((Ja-
reJljibl) — BBICTUJIAIOT AbIXaTeJIbHbIE IIYTU U KeJy-
IOYKU MOS3Ta, HEIOABUKHBIE (CeHCOpHBIE) — 000-
HATEJbHbIE KJIETKH, ITAJOUYKN U KOJOOUKHU CeTdar-
KM, KJETKHU IIOYeYHOro TYyOYJISPHOrO SIIUTEIUS,
Me3eHXUMaJbHbIe KJETKH, (PuOpo0JacTbl, HeHpo-

6oses3ub mouek (AIITKDB); Hbl. ITomnopranunocTs nmopaskenuit npu IIKB j1erko
® ayTOCOMHO-peIecCMBHAsA MOJUKUCTO3HAS OOBSICHUTH, €CJAU PACCMATPUBATH JAHHYIO TPYIIIY
6osiesus nouek (APIIKB); 3ab0JIeBaHUIl C IIO3UIINY ITUJINOIIATHHA.

® MUKPOKMCTO3 IMOUeK (BPOKIeHHBINI He(DPOTU-
YeCKUU CUHAPOM (hDMHCKOTrO TUIIA);

o MeayJUIApHaAA KucrosHad 6oJsiesHb (Hedpo-
HO(TU3 PAaHKOHU U APyrue HacjaelCTBeHHBIE Hed-
pomaTtumn).

B mHacrosdmiee BpeMs HCCIEIOBATENN ITPOIOJI-
JKAIOT HCIOJIb30BaTh KJacCUMUKAINIO KKUCTO30B,
mpemio:kenuyio Potter m Osathanondh [2], koTo-
pole BbIgenuau uerhipe Tumna. Tum I mpexacraBiieH
APIIKB, II tun — peHaxbHas auciniasus, 111 tumo
— ANIIKDB, IV Ttun cBsA3aH ¢ AJUTEIbHON OOCTPYK-
nueli B MOUEBBIBOAAIINUX ITYTAX, MPUBOAAINEH K
dopmupoBaHUIO KUCT Uau ruapoHedposy. [lannasa
KJIaccu(uKanumsa OCHOBaHA, B IEPBYIO ouyepelb, Ha
pes3yJbTaTax nIaToJ0T0aHATOMUYECKUX BCKPBITUH U,
COOTBETCTBEHHO, HE YUUTHIBAET KJIUHUYECKUX OCO-
G6eunocreii 3aboseBanuii. Kpome Toro, Il u IV Tunst
MOT'YyT OBITH YACTBIO PSALa CHUHIPOMOB. 3aMeueHO,
YTO KHUCTO3 MOYEK ABJIAETCA BAKHBIM CHUMIITOMOM
pAla pelecCMBHO HACJEAYEeMBIX I[UJIUOMATUH,
TaKUX Kak cUHApoMbl Bapmer—Bunnsa, Mekkend,
Xunnens—Jluugay m ap. Ilomukucrosubie 3adoie-
BaHUA 6oJiee 10 jeT Ha3a  HAUaAIU UACHTUPUIIAPO-

B 2010 r. S.M. Bonsib [5] mpemio:xua HOBYIO
KJaccU(PUKAINIO KICTO3HBIX 3a00JIeBAHUN MOUEK U
BPOXK/IEHHBIX IIOPOKOB PA3BUTHUSA OPraHOB MOYEBOI
CHCTEMBI, IIPEICTABJICHHYIO HUKE B COKPAIIeHHOM
BUJIE.

I. [Torukucmosnbvile 3a601e6aHUSA LOYECK

A. AyTocoMHO-pellecCUBHAA IIOJUKHNCTO3HAS
00JIe3HDb TOYEK:

e KJjaccuueckas ¢opma (Y HOBOPOKIEHHBIX,
nmeteit no 1 roga — nHaHTUIBHAA);

e eTCcKUil TUI ¢ (pUOPO30OM IIEUEeHU;

B. AyTOCOMHO-JOMHHAHTHAA IOJUKNCTO3HAA
00JIe3HDb TOYEK:

e KylaccuuecKkasa popma (y B3POCIBIX);

e (hopMa c pamHell MaHu@ecTareil B JeTCKOM
BO3pAacre;

C. ITobpokauecTBeHHasa KHUCTO3HaA 00JE€3HB
IIOYEeK;

D. T'nnomepyisipHas KUCTO3HAA 00JIe3Hb IMOUEK;

II. Bposcdennovie aHOMaARUU NOLEK U MOULEEbL-
600awux nymei

III. Ty6ynounmepcmuyuanvhvie CWUHOPOMbLE
Kucmut
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Tabauuya 1

Ouddepeninansasie fuarnoctuueckue npusHaku APIIKB u A/IITKB

APIIKB

AJITIKB

e Osuro-/ararugpoamuunoH (20 Hexm)

e [lepy/HeoHATATBHBIN IIEPUOJ: PECIIUPATOPHBIN
LUCTPecCc-CUHAPOM

e MaccuBHBIE, CHMMETPUYHO YBEJINUEHHBIE TTIOUKHU
(6060BUAHBIE)

e 'panynspHAad CTPYKTYypa «COJIb—IEPEI]», HeGOIbIIINe
KUCTHL <2 MM, C BOBPACTOM yBEJIUYUBAIOTCS

e ®uOPO3 MeYeHN ¢ TUIepIIa3neli JKeJIUHOTO IPOTOKa,
HopTaJbHBINA (UOPO3

e [TopranbHad runepTeH3UA

e Penko ¢pubpos3 momKey0YHON JKeJie3bl

nepuoze — 80%
e [TepunaranbHas cmepTHOCTH — 30—50%

o [ToBrINIIIEHUE apTepruaJIbHOT'O JaBJIEHUA B HEOHATAJIBHOM

e Hauaso B 30—50 et (2% B meTcTBe)

e AprepuasibHas rUnepTeHsus, IPOTENHYPUS,
remartypus, XBII

e KucTel pagiinuyHbIX Pa3MepoB B KOPKOBOM

¥ MO3TOBOM BEIIECTBE C BO3PACTOM
YBEJIUUNBAIOTCS

o KucTel meuenu (4acTo B3pOCabie, PEKO JeTH),
WHOT/IA BPOXKAEHHBIN (DOpO3 meueHu

o KucThI TOAKeNyI0UHOM JKeIes3hbl

e AneBpusmsbl aopThl — 8—15%

o 7XIIH y ~50% B Bo3pacre 60 et

e Cpenunii Bospact TXITH B nonynanuu 53 roga
(PKD1) u 69 qetr (PKD2)

TXITH — repMuHanbHadg XpOHUYECKAA IIOUeUHAA HEJJOCTATOUHOCTD.

IV. Kucmo3nbsie Heonna3mvl u Heonaacmuie-
CKue Kucmot

V.Cmewannovie kucmaot

ITonukucrosuas 6Goae3usr mouek (IIKB)
[polycystic kidney disease] — aTo remeTnuecku 00y-
CJIOBJIEHHOE 3a00JieBaHMe, KOTOPOE CBABAHO ¢ 00pa-
30BaHMEM W IPOTPECCUPOBAHMEM KHCT B IIOUYKAX,
MIPOUCXOAAIIUX M3 SIMUTEIUOIMTOB KaHAJIBIEB U/
WU coOMpaTeIbHBIX TPYOOUEK, IIPecTaBIeHHOE
IBYMs, II0 CYTH, PA3HBIMU BapUAHTaMU — ayTOCOM-
HO-IOMUHAHTHBIM M ayTOCOMHO-PEIeCCUBHBIM.
Ilono-:xeHUE O HACJENCTBEHHOI IIPUPOJAE MOJUKU-
CcTo3a IIOYEeK BIIepBbIe ObLIO BbICKaszamo B 1889 r.
P. Steine [6], mepBoe ommcaHue MOJUKUCTO3HBIX
mouex y gmereir mpuHamie:xut A. Couverlaine u
C. Bunting [4]. IlanmenTsr ¢ IIKB cocraBasioT
8-10% Bcex GOJBHBIX C TEPMUHAJBHOI ITOUYEYHON
HEeJIO0CTATOYHOCThIO, IIPOIIEHT JIETAJIbHBIX HCXOA0B
oueHb BeJauk — 7m0 75% upu APIIKB. ANIIKB —
HamboJjiee pacIpoCTpPaHeHHOe T'eHEeTHUUYEeCKU [IeTep-
MUHHPOBAaHHOE IIOpaskeHue MOUYeK C YaCTOTOH BCTpe-
yaemoctt oT 1:400 mo 1:1000 HOBOPOMKIEHHBIX.
IIpubausurenpuo 12,5 MJIH YeJ0BEK Ha 3€MHOM
mape crpagaior AIIIKB, a APIIKB BcTpeuaercsa
ropasmgo pexe — otT 1:10 000 mo 1:20 000 HOBOPOIMK-
IEeHHBIX, II0JIOBOE 1 PACOBOE pacipejesieHre PaBHO-
MepHOe IIPU 000UX TUIIAX.

APIIKB o6ycJioBeH MyTalireii reda, paciojo-
JKeHHOTO Ha KOPOTKOM ILjIeue XpoMocoMbI 6 (6p21),
¢ 25% puckom 3aboJsieBaHUA Y IOTOMCTBA. BeaKo-
BbIi TpoayKT reaa PKHD1 — ¢pubponucTuH (IIoJau-
OIYKTWUH) — BOBJIEYEH B KJIIOUeBble MOMEHTHI Pas-
BUTUS, TU(GDHEPeHIIUPOBKY, PETYIAINNNA KJIETOYHOMN
mpoaudepanuu B coOUpaTebHBIX TPYOOUKAX IIOY-
KU U JKeJUHBIX IIPOTOKAaX IIeUeHHU, II03TOMY IIPOAB-
JieHus 00JIe3HU KacaroTca oboux oprauos [1].

ANIIKB o6ycaoBier B 85% cuayuyaeB MyTamu-
et rena PKD1 (16p13.3), B 10-15% — myramnueit
rega PKD2 (4q21), ¢ 50% puckom 3aboJsieBaHUSA V
nmoromcTBa. HebosbIllasd A0S ceMeil MOYKEeT UMeTh
IPYT'yIo, IIOKaA HeolpeAeJeHHY0 IeHHYI0 MYTAIlHO.
9Tu TeHBbI KOAUPYIOT OeJIKu, HasblBaeMble II0JIU-
muctuanamMu 1 u 2 (PClu PC2). IMomumnucTuHbl U

GuOPOIUCTUH — STO MHTerpajibHble MeMOpaHHbIe
0eJIKM C BHEKJIETOUHON U IIUTOILIA3MATHUECKUMU
YyacTAMU, UTPaIoIie BaKHYIO POJIb B MEXKKJIETOU-
HBIX ¥ KJETOYHO-MaTPUUYHBLIX B3aMMOIEUCTBUAX.
ITlaTorenes cBs3aH C HNEePBUYHBIMU H3MEHEHUSIMU
B IIEPBUYHBIX aKCOHeEMaX, B CTPYKTYPY KOTOPBIX
BXOAAT IOJUIUCTUHBI 1 Qubpoructur. Iluaun
ABJAIOTCA MeXaHOoCeHcopaMU TOKa MOYH, pearupys
HaKJIOHOM Ha IPOTEeKAaIONIyIO JKUIKOCTh, aKTUBUPY-
IOT CUTHAJIbHBIE IyTH. CHUMKeHNe CUHTEe3a MOJIUIH-
CTUHOB 1 (puOPOIMCTHHA HAPyIIaeT MeXaHOopellem-
110, IIPOMCXOAUT CHUKEHMNEe YPOBHA BHYTPUKJE-
TOUYHOTI'O KaJbIUA, aKTUBUPYIOTCA HpoJindepaTuB-
HbI€ IIPOIECChI SIUTENUA, SMUTEJIUOIUTEI JeIATCA
B cJy4yaliHOM HamIpaBjeHUu, o6pasysa Kucry [4, 7,
8]. Ho, yuuTbiBasi BOBJieUeHUE B IIPOIECC Pa3JINU-
ueix 6enkoB nmpu APIIKB u ANIIKB, mapymeHus
IUCTOTreHe3a OTJIUUHBI APYT OT APpyTa U OIIPeeadaioT
PaBINYHYIO KAPTUHY KJIMHUYECKUX CUMIITOMOB [1,
2,7].

Kaunnueckaa wapruna APIIKB u AIIIKB
[1, 2] mpexncraBiena B Tabu. 1.

Kapruny xkiaaccuueckoro Tteuenuss APIIKB
IEeMOHCTPUPYET CJAeAYIOINHI KINHUUECKUN cayJaii.

Manbuuk B., pebenok or keuiuubl 28 jet, ot III
OepeMeHHOCTH, ABOE JeTeil B ceMbe 30POBBI — 5 U 8 jeT
JKeHCKOro moJia. JlanHas GepeMeHHOCTh MpOoTeKasa 0es
ocobennocreir B I tpumectpe, Bo II TpumecTpe oTmeua-
Jach yrposa IMpepbiBaHuA OepeMeHHOCTH, B 24 Hexeaun
METOJOM YJIbTPA3BYKOBOMN AMATHOCTUKY ILJIOAA BBIABJIEH
IMOPOK Pa3BUTHUSA OPraHOB MOUYEBOM CUCTEMBI — 00HADPYIKe-
HBI ITIOYKY OOJIBIIIUX PA3MePOB ¢ HeAu(hepeHIIMPOBAHHON
MMapeHXUMOI, IPeJCTaBJIeHHON yYaCTKaMU I'MIT0- ¥ TUIIeP-
9XOTeHHOCTH, OBbLI BBICTABJIEH IMIPEHATAJbHBIN JUArHO3:
IBYCTOPOHHUN moJuKucTO3 mouek. B III rpumecTpe oT™me-
yajioch BbIpaskeHHOe MmajoBogame. Poxbr 111, mpeskmeBpe-
MeHHBIE, CAMOIIPOU3BOJIbHBIE, B TOJIOBHOM IIPEIJIeKaHNT
miona, Ha 35-1 Hemese. Pommics »KUBOM MAaJbuMK B
ac)UKCUM JIETKOM CTEMeHU C OIEHKOW 10 IIKaje Amrap
5/7 6annos. Macca Tesma 3050 1, poct 50 cM, OKPYKHOCTD
roJIOBBI 35 M, OKPY?KHOCTh I'PYAHOM KJaeTKu 34 ¢cM, o0pa-
maJ Ha ce0s BHUMAHUE YBEeJIUYEeHHBIN B pagMepe sKUBOT,
38 cM B quameTpe, B OPIOIITHOM IOJOCTH HaJbINPOBAINCH



Tabruua 2

¥Y3U nouek B xunamuke y pedernka B. c APIIKB

PasmepsI | Hopma | 1.10.13 | 15.10.13 | 25.10.13
IIpaBasa mouka
Onuaa, MM 42 108 108 125
IITupuna, MM 22 63 63 67
JloxaHKa, MM o 5 5 12 17
CTeHKHU JJOXaHKU, MM 3 5 6
ITapenxuma He qudPepeHIUPOBaAHA, IPEACTABICHA
IIpumeuanne MHO’KE€CTBEHHBIMU MEJKUMU KUCTAMU, KPOBOTOK O0eIHEeH,
COCYZUCTHIA PUCYHOK Ie()OPMUPOBAH
JleBast mouka
Onuaa, MM 42 120 120 137
IMTupuna, MM 22 65 65 73
JloxaHka, MM o 5 ITeneBunuas 13 16
CTeHKHU JOXaHKU, MM 3 5 6
ITapenxuma He quddepeHTEPOBaHa, IIPECTaBICHA
IIpumeuanue MHOYKECTBEHHBIMY MEJIKUMU KHCTAMU, KPOBOTOK O0eIHEH,
COCYZUCTBIN PUCYHOK IAe()OPMUPOBAH

omyxoJjeBugHble obpasoBaHusi. CocTogHUE IpU POXKIe-
HUU PAcCleHUBAJIOCh KaK TSKeJI0e 3a CUeT BHIPAYKEHHOTO
cungpoma yruerenus [ITHC, ngpixaTenbHON HeLOCTATOUHO-
ctu I-1I cTenenu, KOHBIOTAITMOHHON TUIIEPOUINDPYOUHE-
MUHU € 2-X CYTOK KM3HU C MAKCUMAJIbHBIM IIOBBIIIEHUEM
YPOBHSA Hempamoro ounupyouna ao 208 mxmoss/a. Ilpu
NIPOBEeNEeHUN [JOMOJHUTEIbHBIX METOJO0B WCCJIeJOBAHUSA
BBISABJIEHBl KOMIIEHCUPOBAHHBIH MeTa0OJMYECKUN amu-
103, TTOBBINIEHNE YPOBHA KpeaTuHuHA 10 166 MKMOJIb/JI.
VpoBeHb MOUEBUHEI U APYyTrue OMOXUMUUECKEe TI0Ka3aTe-
Jiu OBLIU B Ipeesax HopMmbl. Co 2-X 1Mo 4-e CyTKHU oTMeua-
JINCH SNIMB0bI AIIHOA.

ITocie mpoBeAEHHOIO0 CHMIITOMATUYECKOTO JIeUeHUS
cocrosfgHNe pebeHKa CTabUIM3UpOBaJiOCh, Ha 8-e CYyTKU
JKUBHU MaJbUMK ObLJI IIepeBe/ieH Ha BTODPOI 9TAll BbIXa-
JKUBAHUSA B OTJeJIeHWe aTOJOTHY HOBODOKJEHHBIX U
HEJJOHOIIIEHHBIX JIeTell TOPOACKOM AeTCKON KJINHUUYECKONR
6oapuuIbl Ne 13 mm. H.®. ®Pumarora (puc. 1). Ilpm
IepeBoJie BBICTABJIEH [AMArHO3: BpOMKIEHHBIA IIOPOK
pasBUTHUA IIOYEK: IOJIUKUCTO3 IOYeK. I'MIIOKCHUUYeCcKO-
urremuyeckoe mopaskenue ITHC (cuHapom yrHeTeHus).
BuyTpuyTrpobHasa undeknusa. KoHnboranmuonHasa KeaTy-
xa. Heponomrennocts 35 Hepenb. CocTosTHUE IIPU IOCTY-
IJIEHUY PACI[eHMBAJIOCh KaK Tskesoe. TsiKecTh COCTOS-
HUs 00yCJIOBJIeHA YMEPEHHO BBIPDA’KEHHBLIMH IIPOSBIIE-
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Puc. 1. 3HauuTEeIBHO YBEJINUYEHHBIN B pa3Mepe SKMBOT Y HOBO-

posxnennoro pedenka B. ¢ APIIKB.

HUSAMU [bIXaTeJbHOH HEeZOCTATOUHOCTU, CUMIITOMaMU
9KCHKO3a, TeueHWeM THuIepOouInpyornHeMuu, HeBPOJO-
TMYecKOl CUMITOMATUKOH B BUE CUHIPOMAa YTHETEHUS
ITHC, menonorennocThio. O6Gparanu Ha cebs BHUMaHUe
yBeJIWYEHHBLIH B pasMepe XUBOT, 38 c¢cM B Amamerpe,
a TakiKe BHEIIHWe XapaKTepHble NPU3HAKU CHUHAPOMA
ITorTep — ymioIlleHHBIA HOC, 3aIafAIONNI TOAO0POIOK,
MukporHatud. [Ipu fansHeiinieM HaOIIOLeHUY BhISBICHA
apTepuasbHasg TUIEPTEH3USA C MaKCUMAaJIbHBIM IIOABE-
mom Al 1o 160/80 MM pT. CT., KyIUPOBaIach BBeJeHU-
€M THUIIOTeH3WBHBIX IpemnapaToB. Takke IepuoAMYECKU
oTMeuasgach onurypus, mesee 0,5 Mia/Kr/4, KOPPUTUPO-
BaJIaCh MOYETOHHBIMU CPEJICTBAMMU.

Broxumuueckuit aHaIU3 KPOBU IIPOBOAMIICS HEOLHO-
KpaTHO, obpalano Ha cebs BHUMAaHUE COXPAaHAMIeecs
yBenuueHue KpeaTumHuHA. Ilo JaHHBIM OOIero aHaimaa
KPOBM B JUHAMUKe, IPOKAJBIVUTOHWHA, MIOKA3aTENAM
CPB - BocmasuTeJbHBIX M3MEHEHUU He OTMedYasoch (Ha
¢oHe ITOCTOTHHO IIPOBOAVMOM aHTUOAKTEePUAaIbHO Tepa-
nuu), OAHAKO IIPOTPECCUPOBAJIO IIOCTEIEHHO CHUKEHUE
KOJIMYECTBa reMOTrJIOONHA U 9pUTPOIUTOB. B 06Iiem aHa-
Ju3e MOYU NPOTEeUHypud 1o 3,2 T/J, ocTajabHbIe II0Kasa-
Tesi B HOpMe. Y3U mouek, mpoBOAMMOE HEOJHOKPATHO
(Tabi. 2), BBIABUJIO 3HAUNTEIHLHOE YBEJINUEHUE PA3BMEPOB
IOYeK B JUHAMUKE: TaK, pasMep IIPaBOI U JI€BOH MOYKU
3a 25 gHeit BbIpoc B cpegueM Ha 20 MM, pasMepsl Jioxa-
HOK IIOYEeK CIIpaBa U CJeBa TaK)Ke IIOCTEIeHHO YBeJu-
YMBAJINCH, IapeHXuMa [OoueK He auddepeHIMpOBaHa,
npejcTaBeHa MHOYKECTBEHHBIMU MEJKUMY KUCTAMU; 110
JaHHBIM JOIILIeporpaduu COCYJOB IOYEK — KPOBOTOK
o6eHeH, COCYIUCTHIH PUCYHOK Aed)OPMUPOBAH.

Heiipoconorpadus: CTPYKTYphI TOJIOBHOTO MO3Ta
c(opMUpPOBAHBI ¥ PACIOJIOKEHbI IPABUIbHO, IPU3HAKYU
He3peJoCTU, MeJKWUe TUIIePIXOTeHHbIe BKJIIOUEHUSA II0
XOLY COCYZOB; YMEPEHHO OJHOPOAHO IIOBBIIIIEHA dXOTEH-
HOCTH IIePUBEHTPUKYIAPHBIX 30H (IIB3).

V3U oprasoB GPIOIITHOM MOJOCTH: OPraHbl OPIOIITHOMN
noJsiocTu 6e3 MaTOJIOTUY, CLAaBJIEHbI YBEJINYEHHBIMU I10Y-
KaMu.

B Bo3spacre 25 gHeil cocTosICA KOHCUINYM B COCTa-
Be HedpOJIOrOB, CIENIWAINCTOB TIeMOJuaim3a, TpaHC-

TEHETUKA B IIEAUATPUU
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IJIAHTOJIOTa. BBICTABIEH AUATHO3: MOJUKUCTO3 IIOYEK
M0 WHMAHTUIBHOMY THUNY. XPOHWUYECKAsd IOUYeUHAasd
HemocTaToOuHOCTh. HedporeHHas aprTepuajbHas TUIEp-
TeH3usA. PeKOMEHJ0BAHO: CHMIITOMATAYECKAs Tepamus,
KOHTPOJb 3a AJl, muypesoM, OMOXMMUUYECKUMU IIapa-
MeTpaMU ChIBOPDOTKM KDPOBM, B 1 MeCHAI[ »KU3HU IMIPOBe-
JleHUe MEePUTOHeAJTbHOr0 AUan3a Mocje HehPIKTOMUU.
OpHako poxurenu pefeHKa OT MPEAJIOKEHHOTO JIEUCHUS
OTKa3aIuch. I[IpOBOAMIACH CUMIITOMATAYECKAA TePATIU:
runoreHsuBHad (Hubenunuu) [9], nHDysuoHHAA Tepanusa
(10% pacTBOp IJIIOKO3BI C KOMIIOHEHTAMM), MOUETOHHAS
(bypoceMun), KOPPEKIUA aHEMUU SPUTPOIOITUHOM, IIPe-
maparaMmu skejaesa (MaabTodep, akTU(eppuH), aHTUOAK-
TepuaJbHas Tepanus — HeIIPePLIBHO.

HecmoTpsi Ha NTPOBOAMMYIO TePAIUIO, COCTOSHUE
pebeHKa IIPOJOJIKAJIO YXYAIIATHCA: HapacTajla aHeMUs
(Hb 78 r/a, spurponutsl 2,2+1012/1), aprepuansHas
rUnepTeHsus npuobpesia CTONKNUI XapaKTep, MOABUJIC U
B IMHAMUKe YCHJIMBAJICA OTEUHBIN CUHIPOM. B Bo3pacre
1 mecsr 24 gHeH MOABUJICA reMOPPArnYecKuil CUHIPOM
B BHUJE METeXMAJLHON CHINM HA HIKHUX KOHEUHOCTSAX.
3HAUNTEIbHO YBEJIUUYUINCH Pa3Mephl JKUBOTA — ¢ 38 cM
npu nocrymaenun 10 80 cm uepes 1,5 mecsra.

B Bospacre 1 mecsy 26 gHeil HaOJIO4AI0Ch Pe3Koe
YXy/IIIeHre COCTOSIHUS, HA OCMOTD He PearupoBall, KO-
HbIE TIOKPOBBI OJIEHBIE C 3eMJIUCTHIM OTTEHKOM, IIa[eHIe
carypauuu g0 59% , gucnuos, YCC 120 ya/mun. Ha done
MPOBOAUMBIX PEAHNMAIIMOHHBIX MEPOIPUATUN HACTYIIN-
Jia OCTAHOBKA CEPIEYHON U ABIXATEeJIbHON IeATeJbHOCTH.
KoucrarupoBana 610JIOrnueCcKasi CMePTh.

IIpy maToI0roaHATOMUYECKOM KCCJIEJOBAHUMN OBLIO
MOATBEPIKJEHO 3HAYNUTEJHHOE YBeJIUYEHNE pPa3MepOB
moueK, Macca o0enx mouek coctaBuyia 810 r mpu HopMme
29,6 r.

Kancyna mouek cHuMalach JIETKO, IIOBEPXHOCTH
Imouek — MeJKosepHucras. Ha paspese B KOPDKOBOM U
MO3TOBOM BEII[ECTBE OIPEIEIANIOCH OOTIBIITI0e KOJTUUECTBO
MeJIKUX IIOJIOCTEN OKPYTIJION U MUJINHIPUYECKON (DOPMBI,
IuaMeTpoM OT 1 710 5 MM, pasrpaHUUYEHHBIX TOHKIMHU IIPO-
CJIOIKaMU COEJUHUTEJIbHON TKAaHU, 3alOJIHEHHBIE ITPO-
3pavyHOM JKeJITOBATOH KUAKOCTHI0. KMCTHI pacmosiaratoT-
ca gudPys3HO, BCIEACTBUE Uero TKaHb IIOUYKM MMeJa BUJ
MeJIKOTIopucTOoil ry0Ku. HopMasibHas mapeHXuMa IIOUYeK
He ompenessanach (puc. 2 u 3). JIoxaHKU ITPaBoOil U JeBOH
IoYeK u 00a MOUETOUHUKA He M3MEHEHBI.

IIpu MUKPOCKONMUECKOM HCCJIEJOBAHUU OIIPEIEIs-
JINCh MHOKECTBEHHbIE KICThI, BHICTIAHHBIE I[UJINHIPIYE-
CKUM SIIUTEJINEM, Pa3/ieJIeHbl COEANHUTEIHLHON TKAHbIO, B
IIpernapare IPUCYTCTBOBAJIY €JUHUYHEIE MEeJIKKe KJIy0ou-
Ku (puc. 4).

B monoctu mepukapaa 50 My mpo3pauHoil JKeaTOBa-
Toii sxugKoctu. Cepame maccoit 37 r nmpu Hopme 23,1 T.
dnukapa U IepuKaph riagkue, Osecrdinue. Muoxkapn
IIPaBOTO JKEJIYIOUYKA APAOJIBII, TONINHA CTEHKU COCTaB-
astet 0,5 cm pu Hopme 0,3 cm. Muokap JIeBOTO Keay-
mouka yroJuieH g0 1,2 cm npu Hopme 0,5 ¢M, COCOUKO-
BbI€ MBIIIILI YTOJIIEHBI, XOPAaJbHble HUTH YKOPOUEHBI
(puc. 5).

OBajibHOE OKHO OTKPBITO, IIPOIIYCKaeT Keo0oBa-
TeIi 30HA. Ilepumerp aopThl Haj KJiaamadom 2,0 cm, B
obsactu gyru — 1,8 c¢M, B rpyauaom otaene — 1,9 cm, HuC-
xomadAaa yactb — 1,9 cm, B Opromraom otaene — 1,8 cMm,
WHTHMA JKeJITOBATOTO I[BETa, IIaaKasd, oecramias. [lepu-

Puc. 4. Tucrosormyeckuii mpernapatr TKaHH IIOYKU: MHOXKe-
CTBEHHbIE KUCTHI PA3JIUYHBIX PasMepoB, eUHNUHbIE MeJIKue
KJIyOOUYKH.

Okpacka reMaTOKCUJINHOM U 303UHOM, yB. 100.

Puc. 3. Makponpenapar nouex pedesxka B. ¢ APIIKB: B na-
PeHXHMMe MHOKeCTBEeHHbIE MeJIKNe KHCTHL.

Puc. 5. Makponpenapar cepaiia pedeaka B. ¢c APIIKB: peskoe
YTOJIIIEHNE CTEHKH JIEBOTO KeJyaouKa 10 1,2 ¢cM, ykopoueHune
XOPJAJIBHBIX HUTE! MUTPAJIBHOTO KJIAIaHA.




METp JIErOYHOI'0 CTBOJIA 2,5 cm. Macca roJioBHOTO
mosra coctaBiageT 411 r nmpu HopMe 392 r. Markaa mos-
rosas 00OJIOUKA OTEUHAsS, COCYALI PE3KO IOJHOKDPOBHBI.
B BerecTBe roJIOBHOTO MO3ra GOPO3/bI CIIAMKEHBI, U3BU-
JINHBI YILJIOIIEHBI. BOKOBBIE KEIYAOUYKU IEJEeBUILHON
GopMBI, COCYAMCTBIE CIJIETEHUS PE3KO ITOJHOKPOBHBI.
BunoukoBas xesnesa maccoit 5,0 r mpu mHOp™Me 11,7 T,
IpejcTaBjieHa B BUIE TOHKOM IOJIOCKU C IJIAJKOM, Oie-
CTAIIEN KamCyJIo.

TIaTosioroaHaTOMUYECKUN AUATHO3 IIOCJIE THCTOJIO-
T'MYEeCKOTO UCCIEeOBAHMA:

OcuoBHOe 3afoJsieBanue: IIOJMKUCTO3 I[OYEK, IET-
ckada popma.

Ocnosxuenus: Hedporennass aprepuajbHas THUIEP-
reHsusa (runeprpodus MHOKAapAa JIEBOTO KEJIYI0YKa).
IIBYCTOPOHHAS CEPO3HO-JeCKBAMATUBHASA ITHEBMOHUS C
MHTEePCTULIUATBHLEIM KOMIIOHeHTOM. QuaroBbsie KpOBOU3-
JINSTHUSA O[] IJIEBPY U JIETOYHYIO IAPEHXUMY IPABOTO U
JIEBOTO Jierkoro. @ubpos MOPTATbLHBIX TPAKTOB IEUYEHMU.
IlapenxuMaToO3HbIE QUCTPOPUM IIeUeHr, MUOKapaa, Hal-
nouedyHnkoB. Orexk m HaOyxXaHWe BeIlleCTBa T'OJIOBHOTO
moara. OTeK Jerkux.

ComyTcrBytomnue 3aboJsieBanusi: HemoHOIIIEHHOCTH
35 memennb. I'mmomnasus Tumyca (Ze@UIIUT Macchl TeJa
57,3%).

HemocpencTBeHHOW NTPUYMHON CMepTH ABUJIACH
IoYeyHasi HeLOCTATOYHOCTb, DPAa3BUBIIASCS BCJIEACTBUE
OCHOBHOTI'0 3a00JIeBAHUA.

JlaHHBIA KJIMHWUYECKUU cJiydail He IMIpeJcTaB-
JAJ CJIOMKHOCTHU [OJIA IOCTHATAJNBHOW MUATrHOCTU-
KM, OOJHAKO OH SABJAETCA SAPKON IeMOHCTpaImen
CJIOKHBIX 3TUYECKUX MPOOJIeM, BOSHUKAIOIUX TP
poKIeHnN pebeHKa ¢ TAMKEJI0 TeHeTUUeCKO maTo-
Jorued, B T.4. B IIJJaHe PaHHeNl aHTeHATAJbHOU
OUATrHOCTUKU IIOPOKOB UM PeIIeH’d BOIpoca O IIPOo-
JIOHTUPOBAHUMN WU IIPEePbIBAHUU OepPeMeHHOCTH,
a TaK/Ke TPYAHOCTeH CUMIITOMAaTHUUYECKOU Tepamuu
TIOJTMOPTaHHBIX HapyeHuit y peberaka ¢ APIIKB.

Knaunnueckuii cayuaii pebeHka P. BbvI3Band
CJIO}KHOCTHU AN (hepeHnnaIbHOTO AUarHo3a MexX Iy
APIIKB u AIITIKB.

JloHOIIIeHHBIH MaJbUUK, POKIAECHHBIN KEHIITUHOMN
34 ser, coMaTHUYeCKUN aHAMHE3 KOTOPOU OTATOIIEeH
SI3BEHHON 0O0JIe3HBIO [ABEHAAIATUIEPCTHON KUIIKU,
"HocuteabcTBoM rematuta C, I OepeMeHHOCTHL B3aKOH-
YmMjgach POJaMy B CPOK MJIAJIEHIIEM MYKCKOTO II0Jia B
2009 r., manpuuK 370poB. JlaHHasA 6GepeMeHHOCTH IIPO-
texkanaa ¢ OPBU na 5-i1, 12-ii HemesnsaX, ¢ aHTUHOI B 28
Hezmenb, B 30 Hemesb MeTONOM YJIbTPA3BYKOBOM qua-
THOCTUKU BBIABJIEH IIOJUKKUCTO3 IIOYEK, MAJOBOAUE.
Cocrosinve peGeHKa MPU POKIEHUU OIEHUBAJIOCH KaK
YIOBJIETBOPUTEIbHOE, OIlEHKA II0 ITKajge Anrap 7—8 6a-
JIOB, OBLI IPUJIOKEH K TPyau B pojsasie. BoipaykeHHAs
MKTEPUYHOCTh KOJKHBIX ITOKPOBOB OTMeYajach Ha 3-uU
CYTKU JKU3HU C MAKCUMAJbHBIMU IU(PPAMU HEIPIMOTO
ounupybuna 275 MMOJIb/JI, OTEUHOCTh HUIKHUX KOHEU-
HOCTEH MOSABUJIACH C 4-X CYTOK JKU3HU, JUYPE3 IPU ITOM
He CHUJKAJICS MeHee 3 MJI/Kr/cyT. B 0011ieM aHanse Mouu
oTMeuaeTcs HeGOoJIbIIoe yBeJInYeHe KOJInUecTBa 0eIKa 10
0,2 r/n. O6paiau Ha ce6st BHUMaHUE I'PYObIl CUCTOINUe-
CKUI IITyM BO BCEX TOUKAX ayCKyJbTaruu. IIpoBeeHHbIE
V3U cepalia BEIABUIU BPOKAEHHBIHM IIOPOK CEePAIla B BUIE

IedeKTa MEeKIKEeIYIOIKOBOM IePEerOPOAKY, IT0UEK — ABY-
CTOPOHHIOI0 KWCTO3HYIO NUCILIA3UI0, B IIPABOM U JIEBOH
MOYKaX BU3YAJM3UPOBAJINCH MHOKECTBEHHBIE aHIXOIeH-
Hble mojocTu auamerpom orT 2 mo 10 mm. ITokasarenu
a30TeMuM IIPU ITOM OcTaBasuch B Hopme. Ha 4-e cyTku
JKUBHU OBLI IepeBe/ieH Ha BTOPOU 3TAll BBIXAKUBAHUS.
CocToAAHME Ha MOMEHT IIePEBOZA PACIEHWBAJIOCH KaK
cpefHell CTeleHW TSAMKECTH 3a CUeT COXPaHAIIeica
runepouanpyornHEeMUY, HEBPOJOTUYECKON CUMIITOMATHU-
Ky B Bume cuHApoMa Bo30y:xkaeHus I[[HC. BrimosHeHO
V3 moueK: MOUYKU PACHOJOKEHBI OOBIUHO, YBEJINYEHBI
B pasmepax. Ilapenxuma He auddepeHIEPOBaHa, IIPEA-
CTaBJieHA MHOKECTBOM Da3HOKAJIMOEPHBIX KUCT OT 2 O
10 MM. OXOTeHHOCTh ITaPEeHXUMBI IIOUEK 3HAUUTEJb-
HO moBblmieHa. IIpaBasg mouxka 66x35 MM, mapeHXuUMa
4 mMm. JleBasa mouka 77x33 mMm. JloxaHKa He paclInpeHa.
KpoBoTok pesko ocnabiieH, COCYIUCTHIN PUCYHOK nedop-
MUDPOBaH, UHAeKC pesucteHTHOCTH — 0,62. B nuHamuke
uyepes 5 nHell KapruHa Y3V 06es uameHeHmit. Takxike
BHIMOJTHEHO Y3V opraHOB OPIOIIHOM IIOJIOCTU: IEUEeHb
YMEePEeHHO yBeJWueHa, IepefHe-3aJHUN pasMep IpaBoOu
monu 66 mm, jieBoit — 34 MM, CTPYKTypa OJHOPOAHA,
9XOTeHHOCTD CPENHAA, CeJIe3eHKa PACIIOJIOKeHa 00BIUHO,
43x20 mMMm.

CocroaHMe pebeHKa OCTaBaJOCh CTAOMJILHBIM, CPE[I-
Hell CTEeNeHW TAMKECTU, OJHAKO OECIOKOUJIO IOABJIECHUE
Ha 6-e CYyTKU JKU3HU CHUKEeHHOTO nquypesa meuee 0,8 v/
Kr/4, Ha GOoHe mpueMa JUyPEeTUUEeCKOro Kajuicbeperaio-
Iero CpeAcTBa (CIMPOHOJIAKTOH) 00BEM MOUYEHCITyCKa-
HUi yBeauuuacs 10 3,3 mi/Kr/4. CocrosaHue pebeHKa K
9-My QHIO JKUSHU YIYYIIUIOCH 10 YIOBJIETBOPUTEIBHOTO,
IIPOOJIKAJIOCH TPYJHOE BCKapMJINBaHUe, PeOEHOK HaUasl
npubaBJIsATH B Macce TeJsia, MMOKA3aTeJld MOYEBUHBI U
KPeaTuHNHA OCTaBaJKCh B IIPeeaX BO3PACTHLIX HOPM,
nudpsr cucroauueckoro AJll cocraBiaanu 80-90 mm pt.
cr., guactoauudeckoro AJl 50—-60 MM pr. cT., oOT™MeUaca
aJleKBaTHBIA AUype3 Ha (pOHe IIpueMa CIHPOHOJIAKTOHA.
Br1no poBeneno Y3U mouek poauTesneit u 6para. Y orma
OLLIN BBLISBJIEHBl €IUHUUYHBIE KHCTHI B 00eMX IIOUKAaX,
KOTOpHBIE, CKOPEEe BCEro, HOCAT IPUOOPETEHHBII XapaKkTep
U He ABJIAIOTCS JOBOLOM B IIOJIL3Y BBICTABJIEHU JUATHO3a
ANIIKB. ITo nanasim ¥Y3U nouek G6parta B Bo3pacrte 5 JeT,
[aTOJIOTUHY He BBISIBJIEHO.

Pemrenmem KoHcuJImMyMa B cOCTaBe He(pOJOTOB U
CIIEIIAJINCTOB OTHEJIeHUA TeMOAMAann3a OBbLIO IPUHATO
pellleHWe BBIOHCATH peOeHKa AOMOIl oM HaOJIogeHue
HedpoJIoTa U Bpadyell OTAEJEeHUA NAJIJINATUBHON IIOMOIITN
C AMArHo30M: ayTOCOMHO-PEIeCCUBHBIN BapUAHT IIOJIU-
KHCTO3HOI 00JIe3HU IOoUeK (ZeTCcKuil Tum). BposkIeHHBIH
OpOK cepzna. IlepuMeMOpPaHO3HBIN Je@EKT MEMKIKeIy-
IOYKOBOI meperopoaku. KoHboranmonHad :KeaTyxa.

Huarunos IIKB He BBI3BIBAT COMHEHUI, OJHAKO
oIpe/ieJIeHNe THUIIA [ATOJOruu (ayTOCOMHO-PEIeCCUBHBII
UIY JOMUWHAHTHBIN BapHUaHT) BBI3BAJO OIPEIeJeH-
Hble 3aTPYJHEHUS B CBSABU C OTCYTCTBUEM De3YJILTATOB
MOJIEKYJISPHO-TEHETUUECKOTO WCcJenoBaHusa. Henb3sa
UCKJIIUYUTh y pebenka P. ayToCOMHO-IOMWHAHTHBIH
Bapuaut IIKB ¢ panueit manudecraiueii B JeTCKOM BO3-
pacre, 4TO MOJKET OBITH IOATBEPIKAEHO TOJBKO TIeHe-
TUUYECKU WJIMA I[IPU [JIUTEJHBHOM KaTaMHECTUYECKOM
Habmozernu. OqHAKO poauTeau pedeHKa OT IPOBEIeHUA
MOJIEKYJISAPHO-TEHETUUECKON AMATHOCTUKU OTKA3aJINCh,
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COCJIQBIIIXCH Ha JOPOT'OBU3HY HMCCJI€eJOBAHUA U OTCYTCTBUE
IIOHMMAaHUuA BJIMAHUA PE3yJJAbTaTOB Ha HaJII)HeIU/IIlIyIO Tepa-
IINIO. POHI/ITe.TIHM IIpegIoxeHo O6paTI/ITBC5{ B MEIUKO-
T€eHEeTUYECKYI KOHCYJbTAIlUIO.

Takum o00pasoM, ceMbHu, HMeEIOIHe O00Jb-
Horo pebenka c¢ IIKB, HyxXpawooTca B MeIUKO-
reHEeTUYECKOM KOHCYJIbTUPOBAHUN, TAK KaK C IIOMO-
IIBI0 MOJIEKYJISIPHO-TEHETUUYECKON MAUATHOCTUKU
BO3MOJKHBI YTOUHEHVE M'eHeTUYeCKOM (popMbI 6o1es-
"u (AJIIIKB unu APIIKB) u omeHKa pucKa posKae-
HUs 60JILHOTO pebeHKa IPH IOCTIeAYIOITNX OepeMeH-
HOCTSIX, IIPM KOTOPBIX II€JIECOO0Pa3HO IIPOBEIECHIE

nperaranbHoil J[IHK-nmarsoctuku. YpesBhruaitHO
Ba’KHBI DTUYECKUE acCHeKThI. IIpu yJIbTPasBYKO-
BOM OOHapY'KE€HUU KUCTO3HOTO M3MEHEHUS II0UYEK
ILJI0A, IIYCTOTO MOUYEBOTO IIy3bIPs, JIETOYHOM TUIIO0-
naasuy Ha (oHe BHYTPUYTPOOHOI rumorpoduu, a
TaK’Ke BBICOKOT'O YPOBH:A 0-(DETONMPOTEMHA M MAaJo-
Bomusa (17—20-a HemessA recranum) ciaenyeT UHMPOP-
MUPOBATH POAUTEJEH O HeOGJIATONMPUATHOM HCXOIE
3a0oJieBaHUA, OTCYTCTBUU d(P(HEKTUBHOrO JIeUeHUA
ATO¥ MATOJIOTUU B HACTOSAIEe BPeMs U 00CYIKIaTh
BOIIPOC O I1eJIeCO00PAa3HOCTH AaTbHEHIIIEero coXpaHe-
HUA UJIU IPepPhIBaHUA 6ePEMEHHOCTH.
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