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Hens. PaccMoTpeH penkuit ciydail coueTanus oepe-
MEHHOCTH ¥ TyOEpO3HOTO CKJIEp03a IPH THITMYHBIX TO-
JIMOPraHHbIX U3MEHEHUAX Y MAaTEPU U XapaKTEpHOU
MIAaTOJIOTHH Y €€ TIOTOMCTBA, 00OCHOBAHO BIIMSHHE Ha
€ro 3JJ0pOBbE TE€HHOT'O 3a00JICBaHUs.

Marepuana u Metoabl. Knnandeckuil cnyyait namm-
entku K., uMerorieit Auarno3 TyGepo3HOTo CKIepo3a,
YCTaHOBJICHHBIH BO BpeMs O€peMEHHOCTH, IIOATBEP-
XKJIeH TaKXKe y IIoja.

PesyabTatsl. [IpoBeneH aHanu3 yHUKaJIbHOTO KIMHU-
YECKOTO CIydasl yCTAaHOBJICHUS JHAarHO3a TyOepo3HOTo
CKJIEpO3a BO BpeMsi OEpEMEHHOCTH 1 BHYTPHYTPOOHO ¥
wroga. PaccMoTpeHbl 0cOOCHHOCTH TeUeHNS OepeMeH-
HOCTH, OCIIOKHEHUH, HCXO0/1a, a TAKXKE NIEPHOIa HOBO-
POKIEHHOCTH.

BoiBoawbl. [IpodunakTrka 3a001eBaHus — IpEHATAb-
Hasi TUarHOCTHKA, TaK KaK PUCK MOBTOPHOTO POXKICHHUS
00JIbHOTO peOeHKa MPH HACJIEACTBEHHOM CKIIEpO3€ CO-
crasisier 50 %. Heo0xoaumMo npoBoUTH MOJIEKY-
JIIPHO-TEHETHUECKOE MCCIIEI0BAHNE YWICHOB CEMbH IS
BhIsIBIIeHUS MyTaruy B reHax TSC1 nmu TSC2 y 6omb-
HOTO M TIOATBEPXKIATh €€ HAJIH4IHe Y ONN3KHUX NEepBOi
creneHu pojacTBa. OCHOBaHMEM ATl IPOBEACHUS UHBA-
3MBHOI1 IPEHATAIbHON TUATHOCTUKU SIBIIAETCS MOJ-
TBEPXKJICHHBIN TMarHO3 TyOepO3HOTO CKilepo3a y Oyay-
el MaTepy/oTIa WK CTapIINX AETeH B CEMbe.

[Ipu nogo3peHny Ha HaIM4KE TyOEpPO3HOTO CKIIepo3a y
02 Ha cpokax ¢ 20 Hex GepeMeHHOCTH PEKOMEHI0-
BaHO MPOBE/ICHUE TUHAMUYECKHX YIbTPa3BYKOBBIX HC-
CJIeJOBaHUH IS BRIABICHHUS PaOIOMHOMBI CEpALA FITH
¢ 22 aex — MPT- ucciienoBaHus mioAa I BEISBICHUS
TyOepoB B TOJIOBHOM MO3TE.

Kmouessie ciosa: TYBEPO3HBINA CKIJIEPO3, .
BEPEMEHHOCTHD, ?AKOMATOB, TYBEPO3HBIN
CKJIEPO3 Y IETEU, PABIOMUOMA
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Aim of the study. A rare case of a combination of
pregnancy and tuberous sclerosis with typical mul-
tiple organ changes in the mother and a characteris-
tic pathology in her offspring is considered, and the
effect of a gene disease on his health is substanti-
ated.

Material and methods. The clinical case of patient
K., diagnosed with tuberous sclerosis during preg-
nancy, was also confirmed in the fetus.

Results. An analysis was made of a unique clinical
case of establishing the diagnosis of tuberous scle-
rosis during pregnancy and in utero in the fetus.
The features of the course of pregnancy, complica-
tions, outcome, as well as the neonatal period are
considered.

Conclusions. Prevention of the disease is prenatal
diagnosis, since the risk of re-birth of a sick child
with hereditary sclerosis is 50 %. It is necessary to
conduct a molecular genetic study of family mem-
bers to identify a mutation in the TSC1 or TSC2
genes in a patient and confirm its presence in rela-
tives of the first degree of kinship. The basis for in-
vasive prenatal diagnosis is a confirmed diagnosis
of tuberous sclerosis in the future mother/father or
older children in the family.

In suspicion the presence of tuberous sclerosis in
the fetus from 20 weeks of gestation, it is recom-
mended to conduct dynamic ultrasound examina-
tions to detect heart rhabdomyoma or from 22
weeks — MRI examination of the fetus to detect tu-
bers in the brain.

Key words: TUBEROUS SCLEROSIS,
PREGNANCY, PHACOMATOSIS, TUBEROUS
SCLEROSIS IN CHILDREN, RHABDOMYOMA



BBenenue

[TepBO€ JOKYMEHTHUPOBAHHOE OMTUCAHUE TYOEPO3HOTO CKJIep03a IaTUPOBAHO
1835 r., xorma P. F. O. Rayer B aTitace moMecTrs1 n300pakeHHE JIMIIA MOJIOJO0TO
YEJIOBEKa C TIOPAKEHUEM KOXKH, XapaKTePHBIM I TyOepo3HOTO cKitepo3a. M3me-
HEHUS KOXKH UMEJTN 0CO00€ PacroioKeHHe Ha JTUIE U ObUTH CXOJIHBI ¢ aHTHO(hUO-
pOMaMH.

B 1862 r. F. von Recklinghausen Ha 3acenannu bepiamHckoro akymepckoro
0OIIecTBa BRICTYIIUJI C COOOIIEHHEM O PE3yJIbTaTax MaTOJI0r0AaHATOMUYECKOTO
UCCIICIOBAHUS CepJilla MJIAJICHIIa, YMEPIIEro 4epe3 HECKOJIbKO MUHYT TMOCIe
poxnienus. CoryiacHO TaHHBIM, Y peO€HKa UMEJIOCh MHOKECTBO OITyXOJIeH, KOTO-
pbI€ BBICTYIAJIA HAJ MIOBEPXHOCTHIO CEP/IlIA, TPOPACTAIH B €T0 MOJOCTH, BBISIB-
JSUTUCH B CTEHKAX JKENyJA04YKOB, KpPOME TOr0 OOHApY>KEHbI U3MEHEHUSI B MO3T€,
KOTOPBIE OMKUCAHBI KaK PaCIPOCTPAHEHHBIN CKIIEPO3.

Ty06epo3nsiii ckiepos (6osie3ub bypueBuist — [IpuHTIIsS ) — TeHETUYECKU Te-
TEpOreHHOE 3a00JIEBaHKE, XapaKTEPHUIYIOUIEECs MOPAKEHUSIMH HEPBHOU CH-
CTEMBbI, OPTaHOB 3PEHUS, BHYTPEHHUX OPraHOB U SHJOKPUHHBIX KeJe3. 3adose-
BaHME OTHOCUTCSI K HEMPOKOXKHBIM CHUHJApOMaM uiu ¢akomaTto3aM. Yactora 3a-
6oneBanus coctapisietr 10—14 va 100 000 Hacenenus. XapakTepHbl BEICOKAs paH-
HsIsl I€TCKAsi CMEPTHOCTb M CHUYKEHHE TTPOIOIKUTETLHOCTH KU3HU Y B3POCIIBIX.
Ty6epoznsriii ckiiepos (TC) HacemyeTcs o ayTOCOMHO-TOMUHAHTHOMY THITY, a
ero pasputue onpenensiercs nsyms renamu TSC1/TSC2. B HopMme OHU SBIISIIOTCS
€CTECTBEHHBIMU T'€HAMH-CYNPECCOPAMU OITyXOJIEBOTO POCTa, B PE3yJbTaTe MX
MOBPEXICHUS MPOUCXOISAT POCT U Mpoiudeparus KIETOK.

B nacrosiee Bpems TC oTHOCAT K rpymnmne (akoMaTo30B, JIJIsi KOTOPBIX Xa-
paKTEepHBI BPOXKIACHHBIC SIMHUIEPMOJIUCIUIACTUYECKUE COUYETAHHBIC MOPAKCHUS
KOXH, HEPBHOW CHUCTEMBI, IJ1a3, a TAK)KE IPYTUX OPraHoB U cuctem. Pactpoctpa-
HEHHOCTh Cpelu HOBOpOXAEHHBIX BapbupyeT oT 1:6000 mo 1:10000. Crnoco6-
HOCTh TIPOU3BOJIUTH MMOTOMCTBO Y 00JbHBIX TC CHUXEHA, TOITOMY Tepeada 3a-

OosieBaHMsI 110 HACIEACTBY OOJIEE UEM B IBYX ITOKOJIEHHUAX OBIBAET PEIKO.



Koxuble nposiBnenus y 60apHbIX TC MHOroo0pas3usl. OCHOBHBIE U3 HHUX
Mpe/ICTaBlIeHbl aHTHOPUOpoMaMu ¥ (UOPOMATO3HBIMU OYAraMH Ha JIMIIE, UHOT /1A
Ha TYJIOBHUIIE, XapaKTEPHBIMU TMOJAHOTTEBHIMU HIIM OKOJOHOTTEBHIMH (HUOpO-
MaMH, y4acTKaMH «IIarpeHeBOW» KOKU, TUIIOMEIaHOTHYECKUMHU TsATHAMU. Tu-
MUYHBIE X OYEPTAHMS HATOMUHAIOT KOHTYPBI JINCTA: C OTHOM CTOPOHBI — 3aKPYT-
JICHHBIE, ¢ Apyroi — 3aoctpeHHbie. Y 15 % O6ompHBIX TC MOryT HaOIIOMATHCS
IMSTHA [[BETA «KO(E C MOJIOKOM», OeJble MPSIU Ha FOJIOBE, YYACTKU OEJbIX BOJIOC
B oOsactu Oposeit u pecHuil. Y 30 % manueHToB ¢ TyOepO3HBIM CKJIEPO30M II0-
ABJIAIOTCS MATKHE (PUOPOMBI HA HOKKE, KOTOPBIE MOTYT JIOKAJIM30BaThCS B 00J1a-
CTH 1lI€U, TYJIOBHUIIA, KOHEUHOCTEH. Kpome pubpom, MoryT HabIt0JaThCS IpyTre
N0OPOKAYECTBEHHBIE OIYXOJIM: MMTMEHTHBIE HEBYCHI, JIUIIOMBI. [Ipu rucronoru-
YECKOM HCCJIEI0BAaHUM KOKHBIX OIyXOJI€H BBIABISAIOT MPOIU(EPALIO COCYOB
KalWUIAPHOTO TUIIA, PACIIUPEHUE UX MPOCBETOB, TUIIEPINIA3HIO CAJIbHBIX JKEJIE3,
00ycnoBJIeHHYIO0 Nposrdepanuei KoJlareHOBbIX BOJIOKOH.

M3 cucTeMHBIX MOpaKEHUH 4acTo HAOI0Jal0T CUMIITOMATHKY CO CTOPOHBI
neHTpabHoi HepBHO# crcteMbl (LIHC), uTo mposiBiisieTCst CyA0pOKHBIMHE ITapPOK-
CU3MaMH B MEPHOJI HOBOPOKJIEHHOCTH, MPUCTYMAMH SMUJIETICUU B MOCIEAYIO-
IIEM, YMCTBEHHON OTCTaJIOCThIO, HAPYILIEHUEM LIUKJIa «COH — OOAPCTBOBAHHUEY.
DT0 O00YyCJIOBJIEHO BHYTpUIlepeOpadbHbIMU TyOepaMu (OOBI3BECTBICHUSIMU),
MHOTJa Pa3BUTHEM acTpOLMTOM, ruapouedamnu. OTMEHaroT Pe3UCTEHTHOCTh
00apHBIX TC K IPOTUBOCYIOPOKHOM TEpaIuu.

Hepenko BO3HUKAIOT XapaKTepHbIe NPU3HAKU MOPAXKEHUS TJ1a3: (DaKOMBbI, ra-
MapTOMBbl CETYaTKU C NpU3HAKaMU OOBI3BECTBJICHUS, JEMUIMEHTHPOBAHHbBIC
YYaCTKHU Ha CeTYaTKe Wi paayxke. B pe3ynbrare pa3BuBaeTcs HUCTArM, Ipouc-
XOJIUT CHUKEHUE 3PEHUSL.

Co cTopons cepaeuHo-cocyauctoi cuctembl (CCC) yacTo BO3HUKAIOT pad-
JIOMHOMBI CEpJilla, KOTOPbIE BO3MOXHO BBISIBUTH BHYTPUYTPOOHO C MOMOILBIO
VY3U, ¢ 20-22 nen OepemeHHOCTH. HebmaronmpusaTHBIM CUMTACTCS BBISBICHUE

pabaomuom 6oJiee 2 CM B TUAMETPE.



BonbIIMHCTBO OMyXO0JIEH SIBISFOTCS MHOKECTBEHHBIMHU, IMTOATBEPAKIECHUE Xa-
pakKTepa OMmyXxoJid U JUArHo3 «TyOepo3HBI CKIEpO3» B ATUX CIydasiX BO3MOMKHbI
0€3 THCTOJOTNYECKOTO aHAJIN3A.

B moukax u me4eHr MOXHO BU3YaIU3UPOBATh KUCTHI, aHTHOJIUIIOMEI, (hrO-
poaneHoMbl. [Ipy mopakeHUsAX JETKUX HEPEAKO BBIABIISIOT KUCTHI, IO JaHHBIM
PEHTI€HOJIOTUYECKOTO HCCIIEOBAHUS — COTOBUJHYIO CTPYKTYpPY, MHIJIMAPHYIO
MATHUCTOCTh. KIMHWYECKUMHU MPOSBICHUSIMU TOPAXKEHUS JIETKUX SIBIISIIOTCS
OJIbIIIIKA, KPOBOXApPKAHbE, MHOTJA MHEBMOTOpakc. OuUarum MOpakKeHHsl TaKKe
MO>KHO OOHAPYKUTh B KOCTSX, 1€ PEHTT€HOJIOTHYECKHU ONPEAEIIAIOT O4aru CKie-
pO3a, ICEBJOKUCTO3HbBIE U3MEHEHHS.

W3meHeHus B opraHax »Keiy104YHO-KUIIEYHOT'O TPAaKTa OTIMYAOTCS Pa3HoO-
o0Opa3ueM U BCTPEUaAIOTCs OTHOCUTENBHO YacTo, MPOSBIISAACH MATOJOTUEH pOTO-
BOM MOJIOCTH, TIEYCHH U TpsiMOM KHUIIKK. Ha cinu3ucThix 0000YKkax oOHapYKu-
BalOT (PUOPOMBI JECHBI, S3bIKA, [IOTKH, TOpTaHu. JledexTrl 3Manu 3y00B oTMe-
yaroT npaktuuecku y Bcex 6onbHbIX ¢ TC. Ilopaxenus nouek npu TC BcTpeua-
torcs B 50-80 % cnmydaeB, Hanbosee TUMHMYHBIE — AHTHOMHUOJMIIOMBI M KHUCTHI,
KOTOpbIE OBIBAIOT MHOKECTBEHHBIMU U JABYCTOPOHHUMH. ONUCaHbI TAaKKE COCY-
JUCThIE JUCIUIA3UM M TOPOKU TIOYEYHOW TKaHU, TYyOYJOMHTEPCTUIIMATBbHBIN
He(puT, MemMOpaHonpoauEepaTUBHBINA TIOMEPYIOHEPPUT U HEDPOKATBIIUHO3.
Kak mpaBusio, nopaxkenue nmoyek MaHU(PECTUPYET BO BTOPOM — TpeTher JaeKaiax
KU3HH, OJJHAKO KIMHMUYECKHE CUMIITOMBI MOTYT HPOSBIATHCS B Oojiee paHHEM
Bo3pacte. [IporpeccupoBannio MoyeyHON HEIOCTATOYHOCTH CIIOCOOCTBYIOT TSi-
xKenble GU3NYEeCKUe Harpy3Ku, a Takke 0epeMeHHOCTh. JIeTallbHOCTh, 00YCIIOB-
JeHHas naToJjioruei nouek npu TC, 3aHMMaeT BTOPOE MECTO B CTPYKTYpPE CMEPT-
HOCTH TIOCJI€ TIOPaYKEHUS IIEHTPAIbHON HEpBHOM cucTeMbl. Hanbosee yacto npu-
YUHON CMEPTU CTAHOBUTCSI XPOHUUYECKAs MMOYEYHAsI HEIOCTATOYHOCTD.

[Iponiecc BHyTpHyTpoOHOTO pasButust TC nposiBiseTcs: TeM, 4to ¢ 20 Hex

6epeMeHHOCTI/I IO JaHHBIM YJIbTPA3BYKOBOTI'O MCCJICAOBAHNA OIIPCACIIAIOTCS pa6—



nomuombl cepana. [Ipeodmanatomee 6oapmmHCTBO Aeteit (50-80 %) ¢ TC u pad-
JIOMHUOMAaMH cepAlla, JOKYMEHTHPOBAHHBIMU MPU POKACHUH, HE UMEIOT KJIUHU-
YEeCKUX MPOSBICHUI CO CTOPOHBI cepana. Kimanyeckue cuMnToMbl pabioMHOM
y JE€Teil pa3anyvaroTcs B 3aBUCUMOCTH OT BO3pPacTa, OTHOCUTEIBHBIX Pa3MEPOB U
Jokanu3anuu onyxoiu. OCHOBHBIMH SIBJISIIOTCSI CEpJieyHask HEIOCTATOYHOCTh
(5,4 % cnyuaeB), nmpeacepAHBIC U JKETyI0UKOBbIC apuTMuu (23 %) u OJ0KaIbI
cepaua, mymsl (14,9 %), *KuakocTh B nepukapae, kapauoMeranus. OmnucaHbl
CMepTeJbHbIE Clydan Kak OT CepAeYHON HEeIOCTAaTOYHOCTH, TaK U Ha OHE Hapy-
HIEHUN CEpAECYHOTO PUTMA.

B nepunHatanbHOM NEpHOE BBIABISAIOT CyO3NEHANMANIBHBIE Y37Ibl, OITYXOJIH
MO3ra, MHOKECTBEHHBIE KHCTHI MOYeK, cuHaApoM WPW, ¢pubpo3Hbie Omsmiky Ha
710y M 3MUJIENTHYECKHUE IPUCTYIBI C BTOPUYHOM T'eHepaiu3auuei uinu 0e3 Hee,
OHU 4acTO BCTPEYAIOTCS B IEPHO] HOBOPOXKIEHHOCTU. Ha mepBoM roay >xusHu y
JeTel, POKIECHHBIX OT MaTepeil ¢ TyOEpO3HBIM CKIEPO30M, YACTO MPOSBIIAIOTCS
UH(paHTWIbHBIE CIIa3Mbl, CHHAPOM BecTa (cepuiinble ciacCTUUeCKUE COKPALCHHS
B OTJICIBHBIX MBIIICYHBIX TPYINAX WM TeHEpaTu30BAaHHOTO XapakTepa, MpoTe-
KaroIye Ha (poHe 3aAepKKU HEUPOTICUXUIECKOTO Pa3BUTHS), TUTIONIMTMEHTHBIE
ISTHA Ha KOXeE, 3a/epKKa MCUXOMOTOPHOIO Pa3BUTHUS, FaMapTOMbl CETYATOM
o0osouku rna3. ¥ gereil B Bo3pacte 5—12 jeT AMarHocTupyroTr cuHapom Jlen-
HOKca — ['acTo (BapuaHT 3MUJIETICUU JETCKOIO BO3pacTa B COUETaHUU C aTOHUYE-
CKUMH, MUOKJIOHUYECKHUMH, TOHUYECKHUMH TPUCTYTIaMU), ayTU3M, HapyIIeHHE
o0y4yaeMocTH, aHTHO(UOPOMBI JTUIIA, TAJIE€ — YMCTBEHHYIO OTCTAJIOCTh, TSXKEIOE
TEYEHHE SIWIETICUU, TUTaHTOKJIETOYHYI0 acTpouuromy. Ecnm snunencus He
YCTaHOBJICHA B ATOM BO3pacTe, TO y JAETel 0TMEYaroT HOPMajJbHOE YMCTBEHHOE
pa3BuTHE. Y B3pOCIBIX YACTO AUATHOCTUPYIOT aHTHOMHUOJIUIIOMBI MOYEK (YacThle
OCJIO’KHEHUS — FeMaTypusi U KpOBOTEUEHHUS ), TUM(PaHTHOICHOMIUOMATO3 JIETKUX,

IMHEBMOTOpPAKC, AbIXAaTCIAbHYIO HCAOCTATOYHOCTh, OKOJIOHOI'TCBBLIC (1)I/I6pOMBI.



Juarno3 TC noxareepxaaeTcsi THCTOJIOTMYECKU B BUJIE pa3pacTaHUs COeIU-
HUTEJIBHON TKaHU U NMPOJu(Eepalui MEJIKUX COCYJI0B, COEAMHUTEIbHOTKAHHBIE
HeBychl py TC 00BIYHO MPEACTaBIEHBI KOJUIAr€HOMaMHU.

Jleuenne OonbHbIX TC mMeeT cumnTomaTHdeckuil xapakrep. OTaelbHbIE
aHrnO(pUOPOMBI B KOCMETUYECKUX LIENIAX YAAISIOT C IIOMOIIBIO 3JIEKTPOKOATYJIs-
L[1H, JJa3epOo- U KproTepanuu. JIeueHne cCoMaTuuecKoi NaToJ0r My MPOBOAST CIie-
[IUAJIUCTHl COOTBETCTBYIOUIETO MPOQPHIISL.

TyGepo3Hblii CKIIepo3 He ABISETCS OHKOJIOTUYECKUM 3a00JI€BaHUEM, OTHAKO
pPOCT XapaKTEepPHBIX ISl HETO JOOPOKAYECTBEHHBIX OITyXOJ€H BbI3bIBAET MHBAJIH-
JU3ALMI0 U JIETaJbHbIE UCXOABL. TpH OCHOBHBIX NIPUYMHBI JETAITBHOCTH — IPO-
IrPECCUPOBAHNE TMTAHTOKJIETOYHBIX aCTPOLUTOM B TOJJOBHOM MO3I€ M aHTHOMHO-
JIMIIOM B MOYKaX, B JIETKUX — JIUM(aHTruoeioMruoMaTo3. Bo3M0xHO pUMeHEeHne
XUPYPrAYECKUX METOJIOB JICUECHHMS], 4 TAK)KE TAPre€THON TEPAIUH.

Takum 00pa3oM, HECMOTPSI Ha HEBBICOKYIO YAaCTOTY BCTPEYAEMOCTH TyOe-
PO3HOTO CKJIEpO3a B MOMYJISALMH, 3Ta MpoOIeMa UMEET UCKIIIOUUTENIbHYIO aKTy-
anbHOCTh. CBOEBPEMEHHO MOCTABIEHHBIN IMAarH03 MO3BOJISIET ONMPEAEIIUTD J1ajb-
HEHIIYI0 TaKTUKY BEJIeHUs OOJBHOTO, & TaKKe 00eCleuruTh MEAUKO-TeHEeTHYe-
CKO€ KOHCYJIbTUPOBAHUE YWIEHAM CEMBH, YTO CKA3bIBAETCS HA YaCTOTE POXKICHHUS
OOJBHBIX C TSXKENBIMU (hOpMamMu 3a00JIEBaHUS.

Lean ucciaenoBaHus: pacCCMOTPEH PEAKUN ClTydaid coueTaHusi OepeMEeHHO-
CTH U TyOEpO3HOIO CKJIEpO3a MPHU TUIMUYHBIX MOJUOPTaHHBIX U3MEHEHUSIX Y Ma-
TEpPHU U XapaKTEPHOU NATOJIOTHH Y €€ MOTOMCTBA, YTO OTPA3HIJIOCh Ha IIOTOMCTBE.

O6ocHOBaHA OIlEHKA BBDKMBAEMOCTH JIETEH, poskIeHHbIX OT MaTepu ¢ TC.

Marepuaja ¥ MeTOAbI
[TpoBeneH aHanu3 KIMHUYECKOTO citydast manueHTku K. ¢ ycTaHOBIEHHBIM
BO BpeMsi OEpEeMEHHOCTH TMarHO30M TyOEpO3HOTO CKJIEp03a U BHYTPUYTPOOHO y

ioaa. bonbHas HaxXO0JWJIaChb Ha CTAHMOHAPHOM JICUCHHC B OTACIICHHUH I1aTOJIOTI'NH



oepemennbix Ne 1 nepunaranbHoro uenrpa (I1) I'bY3 «KpaeBas kiunnueckas
oonpHua Ne 2 (KKB Ne 2) r. Kpacnoaapa.

Pe3yabTarthl n 00Cy:K1eHUS

[Tarinentka K. B 32 Heq 6epeMEHHOCTH MOCTYTIIIA HA CTAIlHOHAPHOE JIeUe-
Hue B AlIb-1 1] KKB Ne 2 B ¢Bsi31 € MOBBILIEHUEM apTEPUAIIBHOTO AABJICHUS.

Anamnes sncusnu: ¢ 22-x net nossimenne A/l 1o 160/100 mm pT. cT., HE
oOcienoBaHa, MOCTOSIHHYIO TUIIOTEH3UBHYIO TEPAIUIO HE MoJTyJana.

Onepayuu: B 1994 r. nuMdaneHIKTOMHS OKOJIOYIIHBIX TUM(ATUYECKHX Y3-
70B (nmpuunHy He 3HaeT), B 2010 r. — apTudunmanbubii adopt B 9 Hex, BbICKaOo-
JauBaHue nojocTu Matku (BIIM).

T'unexonozuueckuit anamue3: MeEHCTpyaluu ¢ 14 ser, no tpu JIHSA, 4epes
29 nn, perynsapuslie. [lonoBas xu3Hb ¢ 17 neT, B 3T0 BpeMsl yCTaHOBJIEH JBYCTO-
pouHuit ooopur (crarmonaproe jeueHue). bpak tperuit, My 41 roj, 310poB.

AKywepckuit anamnes. IlepBbie poabl — IpEXAECBPEMEHHBIE B 36 HEIl, POK-
neH Mainbuuk (Macca — 2640 1), B 31 Hel ¢ yCTaHOBJICHHBIM BPOXKJICHHBIM ITOPO-
koM cepana (BIIC), co cioB MaTepu ymep Ha MSAThIE CYTKH, 3aKIFOYCHUS HE
MPEIOCTABIICHBI.

Bropsie poasr B 2006 1. — cpounsie B 39 Hea, poaunack aeBouka (3640 r),
CO CJIOB MaTepu ¢ pabJJOMHUOMON cep/lia, yMepJia Ha MepBbIE€ CYTKH, 3aKJIFOUECHHUS
HE MPEJOCTABIICHBI.

Tpertbu poasl B 2008 1. — cpounsie B 38 Hen, poaunack AeBouka (2800 r),
3/10pOBa.

B 2010 r. — abopT B 9 Hex.

UYerseptoie poaslt B 2011 r. — cpounsie B 40 Hem, poawsiach I€BOYKA
(3000 r), 3moposa.

[Tateie poabt B 2015 r. — cpounsie B 39 Hex, poawics manpuuk (3600 r),
3JI0POB.

Hacrosimas 6epeMeHHOCTh cefibMasi HACTYTHIIa CAMOCTOSITEIIBHO.

Teuyenue OepeMeHHOCTH:



21 wen — Beimomneno Y3U opranoe manoro tasza (OMT): oOpasoBanue
OproIIHO# moJsiocTu OoJbIMX pazmepoB (Muoma matku? OOpa3oBaHUE KHUINICY-
Huka? OOpazoBaHue TUYHUKA?).

23-24 nen — BoimonneHo MPT opranos Opromnoi nmonoctu (OBIT) u masoro
taza: MP-kapTrHa 00BeMHOT0 00pa3oBaHus a0IOMHUHAIBHONW 00JIaCTH, UCXO/Is-
miero u3 Tena Matku. OO0bemHOe oOpa3zoBaHHe cene3eHkH. Jlumoma mpaBoif
MOYKU. MHOXECTBEHHbIE KUCTHI 00EUX MOYEK.

B 32 venq — Y3U nona B nepuHaTaAIbHOM LIEHTpE JleTckoi KpaeBoi KINHU-
yeckoit 6onpaUIB (IKKDB): Bpoxxaennsie mopoku paszsurtus (BIIP) cepneuno-co-
cymucroit cuctemsl (CCC) mona: padgomMuoma.

OOBbeKTHBHBIN CTaTyC: aHTHOPUOPOMBI Ha JIUIIE pa3Mepamu oT 3 10 6 MM, B
00J1aCTH TaXOBOW CKJIAJIKK M KPECTIIA ICMTUTMEHTUPOBAHHBIE YYACTKU KOPEHHO-
MOJIOYHOTO I1BeTa B (hopme JUCTheB. OKOIOHOTTEBbIE (PUOPOMBI HA JIEBOM HUX-

HEl KOHEYHOCTH JTUAMETPOM OT 3 MM 10 1,5 cM, a Takke Ha BEPXHUX KOHEUHO-

Pucynok 1 — IlammmenTka K. ¢ ycTaHOBJIEHHBIM BO BpeMsi OEPEMEHHOCTH TUarHO30M
TyOepo3HOro ckieposa (aHrnopuOPOMBI Ha JIUIIE, OKOJIOHOTTEBbIE (PrOPOMBI
Ha JICBOW HIHKHEH KOHEYHOCTH)

[TanmenTka ob6cnenonana B ycioBusax Allb-1 [T KKB Ne 2.

BricTaBnen quarHo3 — TyOepO3HbBIN CKIIEPO3.
Beimonneno Y3U mioaa B Meauko-reHeTnuyeckoi koHcyibTanuu (MI'K):

VY 3-npu3Haku MHOXECTBEHHON PabIOMUOMBI (B MOJOCTAX CEPJIIa OMpPeIeseHbI



MHO>KECTBEHHBIE 00pa30BaHUs MOBBIIIEHHON 3XOTM€HHOCTH, UCXOAIINE U3 CTe-
HOK KETyJ0YKOB M MEXOKEITYJOUKOBOM Nieperopoaku pazmepamu ot 4,0 x 2,9 no
15,6 x 9,7 MM, Ha ypOBHE JeBoro BeixogHoro tpakta — 10,0 x 5,3 mm).

KoncynbsrupoBana renetukoM MI'K: TyOepo3HBIil CKI€pO3 KIMHUYECKH.

Bricoka BeposITHOCTh TYOEpO3HOTO CKIIEpO3a y II0/A.

3aKI0YeHue BHEIITATHOIO IKCIEPTa MPEHATAIBHON KIMHUKO-3KCIEPTHON
KOMHUCCHUU: MHOKECTBEHHas pabaomuoma y mioaa. Cpoku u crocod pojopaspe-
HICHHUS OIpeNeeHbl aKyliepoM-rTuHekonoroM. Ilocne poxaeHns HEOOXOAUMO
BBITIOTHUTH 3X0Kapauockonuio (3X0-KC) u xonTepoBckoe MOHUTOPUPOBAHUE
(XM-DKT).

PesynbraTel Y3U nouek 6epemMeHHOM: Y 3-TpU3HAKA MHOKECTBEHHBIX KHUCT
00eux MoyveK, reMopparu4eckoi KUCThl JIEBOU MOUKH.

VY3U murounnoit xenesnl (ILDK): V3-npusnaku auddy3Ho-menkooyaro-
BBIX U3MEHEHUH C y3JI0BbIMU 00pa3oBaHusiMU B 00eux aoisax TDK.

PesynbraThl 3xokapauorpadun (3X0-KI'): V3-npusHaku GyHKIIHOHHPYIO-
IIEro OTKPHITOTO OBajibHOTO OKkHA (OO0).

VY3U manoro Taza: no npaBomy pedpy MaTKyd BU3YIM3UPYETCS 0YAroBOE
o0pa30BaHUE COJTUIAHONU CTPYKTYPhI C HEUETKON IpaHUIICH, MAaKCUMAaJIbHBIN Jq1a-
MeTp — 130 MM, 3XOCTpYKTypa MUOMETPHSI HEOAHOPOAHAS IOHMKEHHON dXOT€H-
HOCTHU C KMCTO3HBIMH BKJIIOUEHUSIMHU HenpaBuibHOU (popmbl. [IpoBeneHo npeTo-
Boe jonriepoBckoe kaptuposanue (LIJIK) — kpoBoTok 3 6amta nud dy3HbIi, mpu
CHEKTPaTbHON JONIUIIEPOMETPUM — IPe00IaiatoT BEHO3HbIE JOKYChl. [10 3anHen
CTEHKE B HWKHEH TpeTH KOHTYp MaTKu Je(pOpMUPYIOT JIBa 04aroBbIX oOpa3oBa-
Hug 90 u 50 MM THaMETPOM CO CXOAHBIMM aKyCTUYECKUMHU XapaKTEPUCTUKAMH.

Beimonnaeno MPT opranoe maioro taza (OMT): o6bemMHOE 0Opa3oBaHHMe,
UCXOJIAIIEee U3 MpaBoi CTeHKH MaTku pazmepamu 130 x 130 x 190 mm, nepopmu-
pyloliee U caaBiuBarollee ee nojoctb. [logkoBooOpa3Has movyka ¢ MHOTOYHUC-

JICHHBIMHU IIPOCTBIMH KHUCTAMH C o0enx CTOPOH, B HUJKHCM II0JIFOCC JICBOM ITOYKH
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oOHapyxeHo runouHTeHcuBHoe 1o T2 BU o6pemHOe oOpa3oBaHue pazMepamu
38 x 47mwMm (B1? Kucta ¢ remopparu4eckum CoIep>KUMbIM?).

Pesynbratet MPT romoBHOTO MO3ra: MP-npru3HakoB 00beMHOT0, OCTPOTO
UIIIEMUYECKOTO, BOCTIAJIMTEIILHOTO W/WIIA TPABMATHUECKOTO TMOPAKEHUS TOJIOB-
HOTO MO3ra HE BBISBIICHO.

Brimonnena MPT ronoBHoro mosra miojaa (BHYTPpUYTPOOHO): MPU3HAKOB
OCTEOJIUTHYECKOTO U TIJIACTUYECKOTO MPOIECCOB, IPyObIX aHOMAJIMNA Pa3BUTHUS
W/WIW TPaBMATHYECKOTO TOBPEXKACHUIN WCCIICIOBAHHOTO YPOBHS HE OOHApy-
KEHO.

VY3U opranos OprorrHoit mosoctu (OBII): BBISBICHBI IPU3HAKH 00BEMHOTO
00pa3zoBaHUs CeIe3eHKH (KHCTO3HO-COMUIHOE pasmMepamu 48 x 50 Mm).

KoHcynbTHpoBaHa HEBPOJIOTOM TIOCIIE BBITIOJHEHHUS 3JIEKTpodHIIedaiorpa-
¢bun (I21'): 6¢3 HEBPOJOTHUECKOM MATOJOTMH Ha MOMEHT OCMOTpa.

Od¢ranbmorior: 6€3 MaToJI0TUH.

TepaneBt: Manbie aHoManuu pa3putus cepana (MAPC): oTkpbiToe OBajb-
Hoe okHO (OOQ), runepronnyeckas 60Jie3Hb 1 CT., puck 2.

[Toce moo6cenoBaHuMs MAMEHTKA BRIMMICAHA JOMOMH, pEKOMEHI0BaHa I1J1a-
HOBAs TOCIIUTATIU3AIINS.

B 37 Hen GepeMennas noctynuia nocie pooocnenosanusi. [lo Y3U miona:
3aJiepKKa pocTa, MaJIOBOIME, HAPYIICHHUE TUIO0BOM TEMOIMHAMUKY U 11epedpo-
ianentapHoro cootHomenus (IIITO).

C y4eToM KOCOTo TOJIOKESHUS TUT0/1a y OEpEeMEHHOM C BBIPAKECHHOM TIareH-
TapHOM HEIOCTATOYHOCTHIO BHITIOJIHEHO OMEPATUBHOE POJOpa3peIICHUE.

HHTpaomnepainoHHO: MaTKa pOTHPOBaHa BJIEBO 3a CUET OMYXOJIA pa3MEPaMH
25 x 35 cM, UCXOsIIeH 13 IpaBoii OOKOBOM CTEHKH, HUYKHETO CETMEHTa MaTKH U
My 3bIPHO-BIATAJIUIITHOTO MPOCTPAHCTRA.

Poxnen manpunk maccoit 1900 r, nnmuna — 46 cM, olleHKa Mo mKaie Anrap

—5-6 0anoB.
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[Tpu GonpmMX pazMepax OMyXxojHu (BO3MOXKHO pabJoMHOCApKOMa) BBITMOJ-

HEHa PKCTUpHAIUs MATKHU (PUCYHOK 2).

PucyHok 2 — BeinonHeHue sKkcTUpaiuyd MaTku y nauueHTku K.

HoBOpoJIecHHOMY BBICTaBJIEH JIMArHO3: BPOXKICHHBIM IOPOK CepAla
(BIIC): pabmomMuoMBI, BPOXKACHHAS IMHEBMOHHUS TSDKEIIOW CTereHH. B TedeHue
MEPBBIX CYyTOK peOEHOK ObLI IEPEBEACH HA CAMOCTOSITEILHOE JIbIXaHUE.

Breimmorero 9XO-KI': MHokecTBeHHBIE 00BbeMHBIC 00pa30BaHUs CepAra
(pabmomuoma), o X0y HANMUISPHBIX MBIIIL — aBACKYJISIPHBIE OOpa30BaHMs
okpyTyioN dopmel tuameTpoM OT 3 10 20 MM. DYHKIIMOHHUPYIOIIEE OBAIHHOE
OKHO. OTKpBITBI apTepUaTbHbBINA MPOTOK.

Brimonnena nelipoconorpadust ¢ mBeTHOM gommieporpadueii. Kaptuposa-

HHEC MO3I'OBBIX COCYJAOB: IMOBBINICHHUC 3XOICHHOCTU IICPUBCHTPUKYJIAPHBIX 30H.
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B Hacrosiiee Bpemsi peOEHOK HaxOOuTCs MOj amMOyJIaTOPHBIM HaOroze-
HUEM IIeIUaTpa 110 MECTY JKUTEIIbCTBA.

[TocepomoBeIil IEpHO TPOTEKAT O€3 OCIIOKHEHHI.

[TarmenTka K. KoHCYIBTHpOBaHA OHKOJIOTOM, PEKOMEHIOBAHO T000CIIEI0-
Banue B KO/I. B HacTosmiee BpeMsl OHa HE IIpOLUIA.

PesynbTaThl NPWKU3HEHHOTO NATOJIOT0-aHATOMUYECKOTO HCCIENOBAHUS
OMONICUITHOIO MaTepuaa: TeJI0O MaTKU C IMIEUKON: XpOHUYECKUH LIEpBULUT, HA0O-
TOBBI KACTBI IIEMKW MAaTKH, 3HIOMETPHUI PENCTABIIECH JEUUIyaIbHON TKAaHbIO,
aZIEHOMMO3 2 CT., MHOYKECTBEHHBIE JISKOMHUOMBI C THATMHO3aMH TKaHU y3J1a U BbI-

PaKCHHBIMHU I[PICTpO(bI/I‘-IGCKI/IMI/I N3MCHCHUSIMMU.

3akioueHue

[Tpodunaktuka 3a0oneBaHusl — MpeHaTabHAs AMAarHOCTUKA, TaK KaK PUCK
MOBTOPHOTO POXJIEHUS OO0JIBHOrO peOEHKa MpH HACJIEACTBEHHOM CKJIEPO3€ CO-
crasiseT 50 %. Heo6xoaumo npoBoAUTh MOJNEKYJISIPHO-TEHETUYECKOE UCCIIEA0-
BaHME YJIEHOB CeMbH s BbIsiBlieHUsa MyTauuu B reHax TSCI wiu TSC2 y 6071b-
HOT'O POJICTBEHHHKA U MOATBEPKIATh HATMYUE MyTalluu y OJM3KHUX MEPBOM cTe-
neHu poacTBa. OCHOBAHUEM JUJISl BBINIOJHEHUS MHBA3UBHOM MPEHATaJbHOUN Jua-
THOCTUKHU SIBJISICTCSI TIOJITBEPKICHHBIM IUAarHO3 TyOEpO3HOIro CKJepo3a y Oyy-
el MaTepu/0TIIa UK CTAPIITUX JIETEH B CEMBE.

[Ipu nmomo3peHnn Ha HaIM4KMe TyOepO3HOro CKIIepo3a y IJI0JIa Ha CPOKaxX C
20 Henr 0epeMEHHOCTH PEKOMEHA0BAHO MPOBEICHUE TMHAMUYECKUX Y 3-UCCe1o-
BaHWI /IS BBISIBJICHUS pab1oMUOMBI cepana i ¢ 22 Hen — MPT mnona ans moa-
TBEPXACHUS TyOEpOB B TOJIOBHOM MO3TE.

B Hacrosimee BpeMsi U3BECTHBI HCCIIEOBAHUS, CBUETEIBCTBYIOLIUE O TOM,
YTO Ha3HAYEHUE NMPEBEHTUBHON MPOTUBOCYIOPOKHON TEparuy MalyeHTam nep-
BOT'O T'OJla KU3HM, €lIe HE CTPAJAIOIIUM SUJIENICUE, HO UMEIOIIUM SIUJIEITH-

dopmHbIe pa3psabl Ha dnekTpodHIedasorpamme (O3I7), CIOCOOCTBYET TOMY, YTO
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SIIHJICTICHUA Y HUX HC PAa3BUBACTCA. I[GTI/I B I[EUIBH@ﬁIH@M HC NMCIOT KOTHUTHUBHBIX

HAPYIIECHUM.
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