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PE3IOME. OnucaH KJIMHHYeCKHIi c1y4ail XMpypruyecKoro Je4eHusi BHyTpHYepenHoii runepTreH3uu y pedeHKa ¢ Tpu-
comueii mo 8 xpomocome. OTpaxkeHa KIMHMYecKas JHHAMHKA M MOCJIeI0BaTebLHOCTh onepanmii. [Tokazan amarsHocru-
YeCKMil aJropuT™M NpH HECOOTBETCTBHH KJIMHUYECKOH KAPTHHBLI MePBHYHBIM IIMTOreHeTHYeckuM AaHHbIM. Ilpencras-
JIGHHBIH cJIydaii BaskeH KaK MpelefieHT YCIelHOro HeiipoXHpypruyeckoro JedyeHusi NalHeHTa ¢ MO3aHYHbIM XapaKTepoM

MyTalMu.
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ABSTRACT. A clinical case of surgical treatment of intracranial hypertension in a child with trisomy 8 is described. The

clinical dynamics and the sequence of operations are presented. A diagnostic algorithm is shown when the clinical picture

does not match the primary cytogenetic data. The presented case is important as a precedent for successful neurosurgical

treatment of a patient with a mosaic mutation.
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Beenennue.

IlepconanusupoBaHHasi MEQUIIMHA — 3TO HAIPaB-
JIEHHE B JICYEHUHU, OCHOBAHHOE HAa WMHIUBUAYaJIbHON
MOTPEeOHOCTH KOHKPETHOTO ManueHTa. B pamkax 3toit
napagurMel OoJiblllee BHUMAaHUE YAEISIETCS COCTOSHU-
sIM, OOYCJIOBJICHHBIM TeHeTHueckod mpupomoit. Llu-
POKO H3BECTHBI 3a00JIEBaHMSI C HAJIWIHEM MYTaIUU
B Ka)KJI0¥ KieTke oprannsMa. K coxalieHuIo, MeHbIIee
BHUMaHHE yAENseTcs Pa3iIndHbIM (hopMaM MO3anIu3-
Ma. Mo3anu3M accolMupoBaH c Oojee JISTKUM HIIH
ATUITMYHBIM BapUaHTOM TeUEHHUs 3a00JIEBAHMS, a TAKXKE
MoZipa3yMeBaeT KIMHUYECKYI0 MaHHU(ECTaluio B TeX
clyd4asiX, KOrga NpUYMHHAs MyTalus Ha KOHCTUTYLU-
OHaJHLHOM YpPOBHE Ompezessuia Obl AJIsl MalueHTa Jie-
TanbHbIN ucxon [1].

XpOMOCOMHBI MO3auULU3M U XPOMOCOMHas He-
CTaOMIBHOCTh BHOCHT 3HAYMTEIBHBIM BKIAJ B HOp-
MaJIbHOE€ ¥ MaTOJOTMYECKOe INPEHATAlbHOE PAa3BHUTHE
y Joziel, Tak BIMSHNE YMCICHHBIX XPOMOCOMHBIX aHO-
MaJIMii Ha TOMEOCTa3 KJIETOK IUIOZA JIEKHT B OCHOBE
3HAUYNTEIHLHON YacTH CaMOIIPOU3BOIBHBIX a00pTOB. I1o-
HUMaHUE TPOUCXOXKICHNS, MEXaHN3MOB, MOCIEICTBHH
Mo3aunu3Ma TpedyeT pacCMOTPEHHS B OHTOTCHETHYe-
CcKOM KoHTekcTe [2]. C y4eToM BBIILIECKA3aHHOTO HH-
TEPECHBIM IpEeATIoNaraeTcst pa3oop KIMHUYECKOTO CIIy-
qast peOeHKa C XpPOMOCOMHBIM MO3aHIIN3MOM TPHUCOMHH
no 8 XpoMocoMe (CHHIPOM TPUCOMHH 8 XPOMOCOMBI,
cunapoMm Bapkann).

Mo3zanyHasi TpUCOMUS 8 — XPOMOCOMHas aHOMAaJIHS
¢ IpefroyiaraeMoi pacnpocTpaHeHHocTh0 0T 1:25000
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110 1:50 000 1 COOTHOIIEHHEM TIOJIOB MYKYMHBI / KEHIIIH-
HBI 5:1[3,4]. Perymsapras (monHas) TprcoMus 8 neTaapHa
n cocrasiger 0,7-0,8 % camMompou3BOJIIBHBIX a0OPTOB
[5]. DToT cuHAPOM MMEET MHMPOKYIO (HEHOTHITMIECKYIO
M3MEHYNBOCTh. POPMBI, COBMECTHMBIE C KHU3HBIO, CBS-
3aHBl C MO3AWIM3MOM. XapaKTEPHBIMHU TIPOSIBICHUSMH
SIBJISTIOTCSI OT JIETKOHM /10 TSKEJIOM YMCTBEHHON OTCTAaJIO-
CTH; KPaHHO-JIMLIEBON ANCMOP(HU3M: BEICTYAIOLIN J100,
TyOOKO IMOCa)KeHHBIE TJ1a3a, Kocorasue (CTpabusm), Tu-
MEePTEIOPU3M C HMIMPOKOH HOCOBOH JIMHWEH U BBICTYyMA-
IOIIMMH HO3JPSMHU, ITOJHbIE I'yObl, BEIBEPHYTas! HIDKHSSA
ry0a, MUKpOTHATHs, ToTHYeckoe HEOO, pacienina HEoa,
OTTONBIPEHHBIE YIIIU C TOJICTHIMH YIIHBIMH PAaKOBUHAMH;
aHOMaJIMM KOHEYHOCTEH, B TOM YHCIIE KaMIITOJIAKTH-
7, nIyOoKue 6G0pOo3/ibl Ha JIAJIOHAX M ITOJO0MIBaX CTOII,
OJIMHOYHAS ToNepedHas 00po3jia Ha JIaJOHH BaJbIyC
JIOKTEBBIX CyCTAaBOB; KOPOTKasl M KPHUIOBUIHAS LIEsl, YII-
JMHEHHOE TYJIOBHIIE, Ae(dOpMalliy JIOTIATKU, TPYANHbI,
Y3KUii Ta3, qUCIUIa3us Ta300eIpeHHOT0 CyCTaBa, INPOKO
PacIoNIOKEHHBIE COCKH, aHOMAJIMK B CTPOSHHH CEepAla,
MOUEBBIICTUTENLHON cucTeme [6].

Kiannnyeckuii ciyyaii

Pe6€Hok OT miecToit OepeMeHHOCTH (OT BTOPOH —
3/I0POBBIN MaJIBYUK, OCTAJIbHBIC — MEJUINHCKIE abop-
THI), IPOTeKaIa Ha poHe recTo3a, Ha cpoke 20 HexpeIb —
yrpo3a npepsiBaHus. Poibl BTOpbIe, MPEXIeBPEMEHHBIE,
Ha cpoke 34 Henenmu. Huskas Macca Tena npu poxxIeHuN
(1880 r), ouenka no mkane Amrap: 7/8 0. [lepeBeneHa
B CHENHAIN3MPOBAHHOE OTIEICHHWE OISl HEJOHOUICH-
HBIX JeTed, rae ObUIM AMAarHOCTHPOBAHBL: CHHIPOM
TPUCOMHUH XPOMOCOMBI 8, BHYTpPEHHSS THapouedanus,
BPOXKICHHBIN KepaTUT, OEIbMO POTOBHUIIBI JIEBOTO TJ1a3a,
THIIOXPOMHAasi aHEeMHs, OTKPBITOE OBAIBHOE OKHO, I0-
MOJTHUTEIIbHASL XOPJIa JIEBOT'O XKEJIyJ04Ka, 3XO-TIPHU3HAKH
pacLIeIUIEHHOTO THIIAa CTPOCHHMS YalIeYHO-TIOXaHOYHOM
CUCTEMBI CJI€BA, JIEBOCTOPOHHEH ITHEIOKATUKIKTA3NH,
HE UCKIIFOYAETCsl YABOCHHE JIEBON ITOYKH.

Kapuorum: 47, XX, +8

W3 cemeitHOro aHamHe3a M3BECTHO, UYTO ABOIOPOA-
HBIA OpaT 1Mo MaTepUHCKOM JIMHWHW, HaXOAMJICS Ha cTa-
LIMOHAPHOM JICUEHHH, IO JAHHBIM UCTOPUH OONIE3HH —
nepuHatansHoe nopaxenue [{HC, moctrunokcuueckast
Hedpomnarus, Majble aHOMAJIMU pa3BUTHA. |eHeTude-
cKoe 00cieJoBaHHEe HEe MPOBOIUIIOCH.

[To manHBIM HeWpocoHOrpaduu Ha TepBbIE CYTKH
KHU3HU — BHYTPIDKEIYJOUYKOBOE KPOBOM3IUSIHKE | CT.
C 2-X CTOpPOH, TETPABEeHTPUKYJSAPHAs TUApoue(aIns.
Knunnueckas kapTHHA B TIEPBbIE MECALBI )KU3HH TpeN-
CTaBJCHA THIIEPTCH3MOHHBIM CHHIPOMOM, 33/ICPKKOH
pEIEeBOrO0 M ICHMXOMOTOPHOTO pa3BuTHsA. CoCTOsHUE
OLIEHUBAJIOCHh KaK MOCTreMOpparndeckas TeTpaBeHTpPHU-
KyJIIpHasi JAEKOMIIEHCHpOBaHHasi ruzapouedanms. buro
BBIIIOJTHEHO BEHTPHKYJIO-IIEPUTOHEANBHOE HIyHTHPOBA-
Hue cnpasa cucteMoit Konman 70 MM BOZH.CT. B IIpaBoi
touke Jlenan. ITamuenT BeIMECcaH B KOMIIEHCHPOBAHHOM
cocrosiHnU. PU3MUYECKOEe pa3BUTHE IO Tofa: THIIOTPO-
¢ust, TSDKETast 3a1epKKa ICHXOMOTOPHOTO Pa3BHUTHSL.

VXy/ueHne CoCTOsIHUSL 0TMEYaIoch B oKTsiope 2020
B BHJIC IOSIBJICHHUS YMEPEHHOI'O ITOAKOXKHOTO CKOILIe-

HUS B 00JaCTH TIEPUTOHEATHLHOTO KaTeTepa Ha TepeIHei
cTeHke OprolnHOM mnonoctu. B Hawane Qespans 2021
MOSIBIJIMCH JKaJIo0OBbl Ha 3IU30AMYEcKoe OeCIIOKOWCTBO,
pBOTY. BbImonHeHa koMnbrOTepHas ToMorpadus rojoB-
HOTO MO3Tra, OTMEYaeTcs HapacTaHWe TETPaBEHTPHKY-
nsipHOit runpouedanuu. [To nanHbBIM peHTreHorpaduu
OpraHoB OPIONIIHON MOJOCTH — BTOPUYHAs BO3pacTHAS
MHTpanys NepUTOHEaNbHOTO KareTepa. B nuHamuke or-
MEYaeTCsl HapacTaHWUE BBIIICONMCAHHBIX Kalo0.

B 2021 rogy maunenTka B Bo3pacTe 3X JieT u 7 Me-
CSIIIEB TOCHUTAIN3NPOBAHA TOBTOPHO — COCTOSIHUE pac-
[EHUBAJIOCh KaK AUCQYHKIMSA IIYHTHPYIOIEH CHCTEMBI
BCJIEICTBUE BTOPUYHOM BO3PAaCTHOW MHUIpALlMU IEPUTO-
HEaJIbHOTO KaTeTepa, KIMHUYECKas KapTHHA IIPEICTaB-
JIeHAa TUIEPTEH3MOHHBIM CHHIPOMOM, OOIIEMO3roBOi
CHMITTOMAaTHKOH, 3a/JIep>KKOH PE4eBOT0 1 IICHXOMOTOPHO-
TO Pa3BUTHSL, 110 JAHHBIM HEHPOBHU3YaIH3aIH — Hapac-
TaHWE TETPABEHTPHKYSIPHOH runponedanni, MECTHO
OTMEYaeTCs TOIKOKHOE CKOIUICHHWE B TPOCSKIMH TIEpH-
TOHEaJIbHOTO KaTreTepa Ha MepeiHel OpIOIIHON CTeHKe.
[IpoBeneHo oneparnBHOE BMEIIATEILCTBO — PEBH3HS,
pEeHUMILIaHTAINS IEPUTOHEATBHOTO KaTeTepa.

IIpu ocmoTpe B mociaeonepaluoHHOM HNEepuoje: J0-
nuxonedanus ¢ BBIPAKEHHBIMH JIOOHBIMH Oyrpamu,
HU3KO PaCHOJIOKEHHBIC VIIIU, TOTHYECKOE HebOo, nedop-
MHUPOBaHHbIE 3yObl, TPEMbI, MUKPOT'€HHsI, KOPOTKasl 111esl,
BaJIbI'yC JIOKTEBBIX CYCTaBOB, KOCOJIANIOCTh. Tspkenas 3a-
JIep’KKa TICUXOMOTOPHOTO pa3Butus. Cxofsieecs KOCO-
razue. Ha npoTsbkeHun mocienHero roga — cTaduiu-
3aus noKasarenel (U3MYeCKOro pa3BUTHUS M IICUXOMO-
TOPHOTO Pa3BUTHsI HA YPOBHE 2-TO T0/a )KU3HU. B cBsi3u
C HECOOTBETCTBHEM KIMHUKO-WHCTPYMECHTAIBHOU Kap-
TUHBI ¥ JaHHBIX HCXOAHOTO IIUTOTCHETHYECKOTO HCCIIe-
JIOBaHHS TPOBEICHO LIUTOT€HETHYECKOE HCCIIEOBAHUE
Ha Mo3aunu3M (OMONOTHYECKHH Marepual — KIETKH
KpoBHu). Pe3ynbrar:

mos 47, XX, +8 [10] / 46, XX [5]

O6cy:xaenue

[IpenaranpHOE pa3BHTHE YEIOBEKAa Ha PAaHHHUX 3Ta-
Max COMPOBOXKAACTCS XPOMOCOMHBIM MO3aHIIN3MOM
¥ XpOMOCOMHO# HecTabmipHOCTHIO (10 70-90 % smMOpu-
oHOB) [7]. 3aremM ypoBeHb MO3aWIM3Ma YMEHBILIACTCS,
YTO, BEPOSITHO, CBA3aHO C (DOPMUPOBAHHEM ITEPBUYHBIX
3apOJBILLIEBBIX JUCTKOB [8,9], U MPOUCXOAUT 1O MOAENU
«bottleneck», mozppasymeBast OXHOBPEMEHHOE BIIMSHHUE
Ha COKpaIIeHUs KOJINYECTBa KJIETOK C XpPOMOCOMHOH He-
CTaOMILHOCTBIO KaK €CTECTBEHHOTO KJIETOYHOTO 0TOO0pA,
TaK M MOCPEICTBOM 3alpOrpaMMHUPOBAHHON TMOeNn Ta-
kux kietok[2]. Ho addekr mozannu3ma Ha KIETOUHBIH
TroOMeO0CTa3 MOXKET IPUBECTU K MO3aUYHOM XPOMOCOMHOM
MATOJIOTHH C aTTepHAMM IIOPOKOB Pa3BUTHSI IOCTIE POXK-
neHusi. P 3a0oneBaHuii Mo3ra CBSI3aHBI C XPOMOCOM-
HBIM MO3aHLIM3MOM: HEHPOIICUXHATPUUECKIE PacCTPOu-
CTBa U pacCTPONCTBA HEPBHOTO Pa3BUTHA [2].

OCOOEHHOCTBIO  BBIIICOMUCAHHOTO  KJIMHUYECKOTO
Cilydasl SIBISIETCSl HAaJIW4YME XapaKTepPHBIX IJISI CHHAPO-
Ma TPUCOMHUH 8 3alIepKKH IICUXOMOTOPHOTO Pa3BHUTHS,
KPaHHO-JIMLIEBOTO JU3MOp(H3Ma, BaJlbIyca JIOKTEBBIX
CYCTaBOB, IIOJIHBIX TYOBI C BRIBEPHYTOH HIKHEH T'y0OOH,
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KOpOTKas IIesl, aHOMaJINU B CTPOSHHH CEpIla, MOYEBBI-
JICTUTENBHON CHCTEME, NMPH OTCYTCTBHH XapaKTEPHBIX
60po3/1 Ha JIAOHAX U CTOIAX, KAMITOAAKTHIINH, KPBIJIO-
BU/IHOH IIIeH, BEICTYNAIONIMX YIIHBIX PAKOBUH. JlMarnos
TpucOoMHH § OBUI MOCTaBJICH Ha OCHOBE IMOIYyYCHHBIX
JTAHHBIX ITUTOTEHETHYECKOTO HCCIECAOBaHUS (KapHOTH-
MUPOBAHUSA) KYJIBTYypHl JHUM(OIHUTOB IepudepudecKoit
KpPOBH, IZi¢ B KJIETKax Oblia OOHapyKeHa JIONOIHH-
TeNbHAs XpOMOCOMa 8 Hapsay ¢ HOpPManbHOH JTHHHEN
kineTok. [IpuMedaTensHO, YTO MNPOLEHT MO3auLU3Ma
B Clly4ae AAaHHOW NAallMEHTKU B Ipernapare KpoBU st
ucciefoBanus coctaBun 66 %. IIpuumHON BO3HHMKHO-
BEHMSI MO3aWYHOTO CTAaTyca MOXKET OBbITh MEHOTHYECKOE
HepacxokIeHue (MPE3UrOTUIECKOE) C YACTUUHOW TOCT-
3UrOTHYECKOH MoTepeit TOMOTHUTENBHOM XPOMOCOMBI §
WM TNOCT3UTOTHYECKOE MUTOTHYECKOE HEPacCXOXKICHHUE.
MputoTrndeckoe HepacXoKJIeHHE BCTpeyaeTcs yalle, 9To
OOBSICHAET MO3auIM3M, IUTEIBHYI0 BBDKUBACMOCTD
U XOpPOIIMH KIMHUYECKUH IPOTHO3 ATHX IALUEHTOB
[10], uTo MBI, BEpOSTHO, MOXKEM HAOJIIONATh B JaHHOM
KIMHAYECKOM ciydae. I1o JaHHBIM psiia TeOpeTHUECKUX
paboT M KIMHUYECKUX HAOMIOACHUH [2] BBISBICHO, YTO
MPOLEHT MYTAaHTHOTO KJIOHA B Pa3HBIX TKAHSIX MOXET
OBITh, Pa3INIHBIM.

YerpaHeHne XpPOMOCOMHBIX IUCOAJIaHCOB B IIEpHU-
o GOpPMHUPOBAHHS MEPBUYHBIX 3aPOABIIIEBHIX JHCTKOB
W UX TMPOM3BOJHBIX NMPEATOJaracT CylnieCTBOBAaHUE TKa-
HecrienuduaHoro Mo3zamnusMa. Tak, MOJIEKYJISIpHO-Te-
HETHYECKHUIl aHAIM3 TKaHEeH yenoBeka (HarnpuMmep, Moye-
BOTO ITy3BIPS, KPOBH, TPYAH, IEUCHH, JIETKUX, TPOCTATHI,
KOXKH, JKEJIy/IKa U IIUTOBUTHOM XKeJe3bl) CBUAETEIbCTBY-
eT 0 MO3auIu3Me, KOTOPBIH pa3indaeTcs 10 TKaHsM,
B TOM 4HCJ€ U B ToloBHOM Mo3re [9,11,12]. Takxe onu-
CaHbl cllyyad MO3aulU3Ma ¢ HECKOJIbKUMH aHOMAJIbHbI-
MU KJIOHAMHU, BKIIto4as couetanue tpucomuu 8 u 21 [13].
TeM He MeHee, HET €IMHOTO MHEHMS O BKJIAJIE MO3au-
[U3Ma B HOPMAJIbHYIO HJIU NaTOJIOTUYECKYIO apXUTEKTY-
py TkaHu. J[1st Mo3ra BKJIaJ MO3auIM3Ma MOXET UMETh
0COOEHHOCTH U3-3a OpraHU3alNH [ICHTPAIEHON HEPBHOM
CHUCTEMBI, IJIe KaKAbIH HEHPOH MOXeT 00pa3oBHIBATH
JI0 HECKOJIBKUX ThICSY CBS3€M C APYTMMU HEHpOHamu,
BIMSIIOIIMMH Ha MX (QyHKUMOHHpoBaHue[2]. B omucan-
HOM HaMH CJIy4ae, y TaleHTKH ¢ 66 % KIeTOK MyTaHT-
HOTO KJIOHA Cpeix KJIETOK KPOBH OTMEYAETCS 3alepiKKa
MICUXOMOTOPHOTO pa3BuTHs. OnHaKo pebeHOK Croco0eH
XOIMTh, HEMPOJOJKUTEIBHOE BpeMsl Oerarb ¥ OrpaHu-
YEHHO KOMMYHHUIIMPOBATh C OKpyXaromuMmu. JlaHHbIE
0COOEHHOCTH TO3BOJISIIOT MPENIoiararb, 4To MPOLEHT
HOPMaJIBHBIX KJIETOK B JPYTMX TKaHSX, BKIFOYas HEPB-
HYIO TKaHb, MOXKET OBITh 3HAYUTEIIHHO BBILIIE.

BeIsiBIeHHE XPOMOCOMHOTO MO3anIM3Ma CHIIbHO 3a-
BUCST OT UCHOJb3yeMOW MeToAauku. Ilpu npuMeHeHuu

MOJIEKY/ISIPHO-IIUTOT€HETUYECKUX METOA0B NOKa3aTelH
XPOMOCOMHOTO MO3aWIM3Ma 3HAYMTEIBHO BBIIIE, YeM
MOKa3aTesH, BBISBICHHBIE C IMOMOIIBIO LIUTOTCHETHYE-
CKHX aHanu30B [2]. B Toxke BpeMsi CTOUT OTMETUTD, YTO
HUTOICHCTUYCCKAsA MpE€HAaTaJIbHasd JUarHOCTUKA 0OBIYHO
BBITIOJIHACTCA TIPU 6epeMeHHOCTI/I C NOBBIIICHHBIM pPHU-
CKOM XpOMOCOMHBIX aHomanuil [14]. Tak Ha3pIBaeMbIit
MO3aMI13M HU3KOTO YPOBHSI, CBOCOOPa3HBbIii Clie/i OHTO-
T'CHE3a, MOXCET OBITH BBIABJICH, BEPOATHO, IMOYTH Yy BCEX
HOBOPOXKJEHHBIX [15]. B cnydae onmmcaHHOW ManmMeHT-
KH, C y4€TOM H3BECTHOIO XapakTepa MyTaluH, Ipel-
CTaBISIETCS JKENIATENbHBIM HCCIIEIOBAHUE DPA3ITHYHBIX
TKaHeil MeTogoM uHTepdasHoit FISH.

3aki0ueHue

Mo3zan4HBIH cTaTyc moapa3yMeBaeT 0ojee JerKoe
TEUCHHE, a TAKKE MAHNU(ECTALUIO 3aBEAOMO JIETATBHBIX
KapTHH KOHCTHTYLIIMOHAJIBHOTO cTaryca. KommuecTBeH-
HBI M KaueCTBEHHBIN BKJIQJ MO3aWIM3Ma B HEIOCpEI-
CTBCHHYI0O MaHH(ECTallMI0 OCTaeTCsd HEU3BECTHBIM.
B Toxe BpeMs NMPOLEHT MyTaHTHOTO KJIOHA MOXKET pas-
JMYaThCs B pa3HbIX TKaHsAX. OnucaHHbBIN cirydail mpen-
CTaBIIsIeT MHTEpEC Kak HaOmofeHne B JUHAMUKE Ialu-
€HTa, KOTOPOE ITO3BOJIMIIO YTOUHUTH [IUTOTCHETHYECKIH
JINAarHo3, a TaK)Ke KaK BAXHBIM MPEHEJCHT yCIEIHOTO
XMPYPrHYECKOTO JIEYEHUs! OOJIBHOTO C JIOKa3aHHBIM MO-
3aULU3MOM.
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