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PA3JIEJI IV

CHUHIPOM KPY30HA (CJIYUAHN U3 TPAKTUKH)

C.C. JIncouknii, JI.B. I'm3utamHoBa
Kageopa nesponocuu ATUYB; ITKb Ne 2, 2. Anmamei, Kazaxcman

B IIoCJIEAHUE T1OAbl IUpoKas CETh MEAUILIMHCKUX
YUPEXKICHUH C HanuyueM JIabopaTopHO-ANArHOCTHYECKHX
Bo3MOXkHOCTeH 10 Pecmybnuke Kazaxcran mo3sosmiia
MUATHOCTHPOBATh  pa3iW4YHBIE  pEOKHe  TCHETHYECKUE
3aboseBanus y nereid. [IprBoIUMEBIN HAME CITydail OTHOCHTCS
K penkoil renernueckoi narosnoruu. K cunapomy Kpysona
MPUBOIAT MyTallMd B TEHE penenTopa (akropa pocTa
¢udpodnmacroB-2 FGFR2 (Fibroblast growth factor receptor).
I'en FGFR2 noxanu3zoBan B xpomocoMe 10q26 u cocrour u3 20
9K30HOB. MyTanuu, BEI3BIBAIOIINE PA3BUTHE 3TOTO CHHAPOMA,
B OCHOBHOM pAaCIIONIarafoTcs B 3k30HaX 7 m 9 reHa. Bcero B
reae FGFR2 Brigeneno 35 pa3nudHbIX MyTanui, MPUBOIAIIAX
K 3a0oneBanuto. [Ipu nccineqoBaHny IPOUCXOKICHHS My Taluil
de novo ¢ MOMOIIBI0 BHYTPUT€HHBIX TTOMMOP(HBIX MapKEpOB
BO BceX MH(OPMATHBHBIX CIy4asX IOKAa3aHO HX OTILOBCKOE
MIPOUCXOXKAEHUE. 3a00JIeBaHNE HACJIEMYETCsl 110 ayTOCOMHO-
JOMHHAHTHOMY WJIH  ayTOCOMHO-PEIIECCHBHOMY  THILY.
l'eHeTnueckne HapyIICHHS MPOHUCXOISAT B CHEPMAaTO30MAAX
U SIAIEKICTKAaX 3M0POBBIX poauTeneld. YacTora 3aboseBaHus
onexHuBaercs kak 1:10000 HOBOPOXKIEHHBIX.

Cunmpom  Kpysona  (4eperHO-IHMLEBOH  JH30CTO3,
IUCcKe(anus, HACIEACTBEHHAs YCPEITHO-TUIICBasT JAUCILTA3HS)
BriepBeie omucad B 1912 romy Bpadom O.Kpyszomom (L.E.
Ostave Crouzon). XapakTepusyeTcss HpeXICBPEMEHHBIM
3aKpPBITUEM MIBOB 4YCpPCIa, BCICACTBUEC YCTO IOABIIAIOTCA
pa3inuyHbIe Je(OpMaIUi MO3TOBOH U JIUIIEBOM YacTel ueperna.
JIumo obOpeTaeT XxapakTepHbIe YePThI: BBIMYKJIBIHA 100, ITMPOKO
MTOCTABJICHHBIC TIJla3a HABBIKATE, HOC MAJICHBKUH, IOXO0XK
HAa TTHYWHA KIIOB, HIDKHSAS YETIOCTH BBICTYIIAaeT BHIeEpen, a
BEpXHsIs, MaJieHbKas, kKak Obl 3amamaeT. Co CTOPOHBI TIIa3:
MOHFOHOH}IHBIﬁ THII ITIA3HBIX meneﬁ, aCTUI'MaTu3M, HUCTArMm,
BPOXKACHHBIC  TOABBIBUXHM  XPYCTalMKa, THIPOQTAIbM,
KarapakTa, KOcoIia3ue, 3aCTOWHbBIC SBJICHHS Ha IJIa3HOM JIHE,
aTpo(ust 3pUTEIBHBIX HEPBOB. 3peHHE OOBIYHO CHIDKAETCS /10
6-7-nmeTHEeTO BO3pacTa, a 3areM crabmimsupyercs. Hambomee
ITOCTOSTHHBI U3 TJIA3HBIX CHMITTOMOB 3K30(TaJIbM U KOCOTJIa3ue.
Teepaoe HeOO BBICOKOE U Y3KO€, OTBHCIAs HIDKHSS Tyoa.
MorkeT MMeThb MECTO pacllielrHa TBEpAOro Heba W sI3bIUKa,
penKue KpuBbIe 3yObl, 0OIBIION sI3bIK. 113-3a IpexieBpeMeHHO
3aKpBIBIIUXCS YEPENMHBIX MIBOB, IETH MOTYT CTpaaaTh
BHYTpHUEpETHOW TurepTeH3ueir. OTMedaeTcs 3alIepixka
IICUXOMOTOPHOTO Pa3BUTHS, CyAOPOKHBIC MIPUCTYIBL. MHOTIA
MOYKET HAONIONATHCS aTpe3usl CIyXOBOIO MPOXoJa U IIIyXOTa,
HapyIlIeHHe OOOHSHUSI.

JuddepeHunanbHplii Anar€Ho3 ¢ cUHAPOMOM Amepra,
KaprieHTepa 1 KpaHHOCTEHO30M, MUKPOIIEPaTHeii, OIyXOJIIMHI
TOJIOBHOTO MO3Ta.

Mansunk O.B. B Bo3pacte 4 net u 5 mec (puc. 1). Coctout
Ha «J]» yueTre c pOKIEHUsI y HEBPOIATOJOra C JIUarHO30M:
POIT IIHC. Cunapom Kpysona. [Tocneansisi rocnuTanu3amms
B Mapre 2012r. B HEBPOJOrMYECKOM OTIEICHUU OOIacTHOM
OonmpHUIEI. M3 aHamHuesa: PebOeHox oT 1-0Mf HOHOIIEHHON
O6epemenHocty,l-x pomoB. bepemeHHOCTH mTpoTekama 06e3
ocobenHoctel. Poxpl pusnonornveckue, 6e3 0COOCHHOCTEH,
Ha 39 nenene. Macca tena npu poxxaeHuu 3340r, poct — 52 cm.
3akpuyan pedeHok cpasy. K rpyan npuiioxeH cpasy. U3 pomioma
BHIMMCAaH Ha 7-¢ cyTku. IlpodmiakTudyeckne NPUBUBKU 110
KaJICHTapHOMY IUTaHy. [leprnos HOBOPOXKICHHOCTH MPOTEKal
6e3 ocobennocrelt. Tybepkyne3, OpoHXHaNbHAs ACTMa B CEMbE
OTpHIAIOT. AnieproanaMHe3 He oTsaromieH. [ emorpancdy3un
HEe TpOoBOIMWINCE. Mama 25 JieT, HallMOHAbHOCTh — Ka3alllka,

3nopoBa. [Tama 28 yet, HaIMOHAIBHOCTD — Ka3ax, nHBamua 11
rpynisl (cuaapom Kpysona).

Puc. 1. [Tarwent O.b., Cunapom Kpyzona

OOBEKTUBHO: OTMEYAIOTCSA XapaKTepHbIe JedopMannuu
yepena, 3K30()TaabM, HUCTArM, THIEPTEIOPU3M, THITOTIIA3HS
BEpXHEH YENIOCTH, MPOTHATUS HUXKHEH YeNIOCTH, KOpPOTKas
BEpXHsis I'y0a, «OPIMHBIIN» HOC, BBICOKOE «TOTHUECKOE» HE0O,
peIKue HIMMOBUAHBIE 3yObl, OonbIIol s3bIK. CaMOuyBCTBHE
CTpasiaeT yMEPEHHO. YIOBICTBOPUTENBHOTO MuTanus. KoxHble
MIOKPOBBI YHUCTHIE, OJIE€AHBIC, BHICBHITAHMNA HET. SI3bIK YUCTHIA U
BiIaXXHBIH. HocoBOE AbIXaHMe MEepHOANYECKN 3aTPyAHEHO. 3€B
cnokoeH. Kamnust Het. PernoHapHsie M} 0y 3161 HE yBETHUICHBI.
I'pynnass knerka OObIYHOW — QOpPMBI.  AyCKYJIBTaTHBHO
ocnallIeHHOE BE3HKYISIPHOE JIBIXaHHE IMPOBOIUTCS MO BCEM
noisaM. [lepkyTopHO Haj JIETKUMH JIETOYHBINA 3BYK. I'paHUIIbI
cepana He pacHmMpeHbl. TOHBI 3ByYHBIC, PUTM HPaBHIIbHBIN.
JKuBoT npm manbmanuu MATKAH u 6e300ne3HeHHbIH. [leueHs
cesie3eHKa He yBenandeHbl. CTyn oopMIICHHBIH, €XXeIHEBHBIMN.
Mouencnyckanue cBoOogHOE, 0e300e3HEHHOe, ANype3 He
HapyIlIeH.

B HeBpomormueckom  craryce: CosHaHue — sCHOE,
OPHEHTHPOBaH, Ha  OCMOTp  pearupyer  aJeKBaTHO.
O01eM03roBoi e panrnae cKiii CHHAPOM BRIPaKEH YMEPEHHO.
OTMeuaeTcst yMepeHHasI 3a/1epKKa ICUXOMOTOPHOTO Pa3BUTHS.
CrnoBapHbIH 3a11ac ¥ 3MOLIMHU CHIDKEHBI. 3padku D=S, oxpyroii
(dopMelL. [IBMKeHUS Ta3HBIX 070K 0¢300/IC3HCHHBIC, B TOJTHOM
obveme. JIMIIO CHUMMETpHYHOE, SI3BIK IO CpPEIHEH JIMHHH.
Peub, mmoranue He HapymieHbl. [lape30B KOHEYHOCTEH HeT.
I'myGoxkue pedmexcs ¢ pyk D=S, Topnuaabie. MeHHHTeaTbHBIX
3HAKOB M MATOJOTUUECKHUX pediekcoB HeT. UyBCTBUTEIBHOCTD
He HapymieHa. KoopauHaTtopHble MpOOBI BRIMONHAET C JIETKOM
WHTeHIMeH, ¢ nucMmerpueid. B mose Pombepra — ycroitums.
OyHKIMM Ta30BbIX opraHoB He HapyueHsl. OKI': CunycoBas
taxukapauss ¢ YCC 132 yn/mun. HopmaneHoe monoxeHue
D0C. B ananm3ax KpOBH M MOYH TATOJIOTHH HE OOHAPYKEHO.
Ha MPT or 26.02.2013 r.: Ha moixy4eHHBIX MP TOMOTrpammax
Cy0- ¥ CyIIpaTeHTOPUAIILHBIX CTPYKTYP TOJIOBHOTO MO3ra KOCTH
yepera UMEIOT HenpaBuwibHyto GopMy (OamenHsrit). benas u
cepas cyocTaHIust 6e3 04aroBbIX N3MEHEHHH. Mo3oicToe Teno
c(hopMupOBaHO NMpaBUIBEHO. ['Unmokamnel 63 0COOEHHOCTEN.
[Mpu3aaku 00beMHOTO 00pa3oBaHWS HE BBIABICHBI. KpaHmo-
LEPBUKAIBHBIN IEPEXOJI, CTBOJIIOBBIE OT/IEIBI MO3Ta, MO3KEUIOK
HE MMEIOT JIOKAJBHBIX H3MeHEHuil. CpenuHHbBIE CTPYKTYpPbI

129



Becmnux AITIYB, cneysvinyck, 2013e.

MO3ra HE CMeIleHbl. OJKcTpalepeOpaibHble JHKBOPHBIE
NPOCTPAHCTBA HE PpACIIMPEHBL. BOKOBBIE JKENYNOYKH He
YBEIMYEHBl, CHMMETPHUYHOCTh COXpaHeHa. MUHIAINHBI

MO3XKEUKa PACIONIOKEHBI Y BXOAa B OOJBIIOE 3aThUIOYHOE
orBepctre. [nasHbie SIONIOKH HIMPOKO PACCTABICHBI, BBHICTOSIT
Briepen. 3akimtodeHwe: [laTonoruii roloBHOTO Mo3ra HE
BbIsiBIIeHO. Kpanuocrtenos (?) Ok3odraneM. OpOHTAIBHBIH
runeprenopusM (puc. 2).

Puc. 2. MPT-kapruna manuenTta O.b.

Ocmotp ortopunHOmapunronora: Hoc - uckpusieHHe
HOCOBOM  IEPEropogkd  BIIPABO, JbIXaHHE  HECKOJIBKO
3aTpyaHeHo. Munpanusbel uuctele. Juarno3: MckpusneHue
HOCOBOI EPErOPOJKHU BIPABO.

Ocmotp oprasiemosora: OU porosuna urcrast. JlecTpyKiust
creknoBuaHoro Tena. Ha rmasnom nue - JI3H Genmoro mpeta ¢
YETKHUMH TPaHHULAMH. APTEpUHU CyKEHbI, U3BUTHI, YMEPECHHO
MOJIHOKPOBHBI. /lnarnos: arpo¢ust 3pUTesIbHBIX HEPBOB.

OcCMOTp reHeTHKa: MaJbuMK C BBIPQ)KEHHOM MHarojoruen
YyepenHo-JIIMeBod au3octo3 (cuHapoMm Kpysona). lomosa
HETPaBUIBHON KOH(UTYpaLUy, KIIFOBOBUIHBIN HOC, BBIPAXKEH
sk3o¢TaneM. Temocnoxkenne mpaBuibHOE. KoyKHBIE TTOKPOBEI
00BbIYHOW OKpackH. [1o BHYTpeHHUM opraHam 0e3 MaTOJIOTHH.
IlomoBele  oOpraHbl: KpUITOXpHU3M clpaBa. B KOHTakT

BcTynaer. OTMeyaercs 3aJiepikKka IICUXOMOTOPHOTO Pa3BUTHSI.
PonocnoBHas oTsiromeHa: Miaamui Opat, oTel ¢ CHHIPOMOM
Kpy3zona. JluarHo3: uepenHo-nuueBoil nu3octo3. CHHIpOM
Kpy3zona (puc. 3).
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Puc. 3. I'enernueckas cxema cempu marnuenrta O.b.

YuuteiBas kanoObl Ha TMEPHOAMYCCKUE TOJOBHBIC OO,
3alIepKKy TICHXOMOTOPHOTO Pa3BUTHSA, TaHHBIE 0OBEKTUBHOTO
OCMOTpA, a 3TO XapaKTepHbIE YePTHI MO3TOBOTO M JIHIIEBOTO
Yyeperna U CONMyTCTBYIOIIME OCJIOKHEHHSA, B YHCIE KOTOPBIX
arpodus 3pHUTENBHBIX HEPBOB, a Takke naHHeie MPT
TOJIOBHOTO MO3ra U KIMHHUKO-TEHEAJIOTMYeCKOro aHalu3a
YCTaHOBIICH KIIMHIYECKUH TuarHo3: cuaapom KpysoHa.

Pexomennanmu: B OonbpImmHCTBE ciydaeB pPEeOCHKY B
TEUeHHEe MepBOTO Iofia KU3HU CJIeTyeT NMPONUTH KpaHUAIBHYIO

OIlepaluio, KOTOPYK IIPOBOAMT JE€TCKMH HEUPOXUPYPL,
WHOIZIa MOXET MOTpeOoBaThcsi IOMOMIb IIACTHYECKOTO
xupypra. Uepes HECKOIbKO JIET y  IUIACTHYECKOTO
XUpypra IpOBOOUTCA JONONHUTENbHAS OHepanus A

HCIPABJICHUS KOCTEH JIMLA U IIEK, BO3MOXKHO, ONEpanus A
WCTIpaBJICHUS YENMIOCTHBIX KocTed. s Heipopeabunuraiu
HEOOXOIMMO  TPOBOJUTH  MEJMKAMEHTO3HYIO  TEpalluio,
3aHATUS C JIOTOIEJIOM, HEHpOINCHUXOJIOroM, MY3TEpareBTOM,
Maccax, JiedeOHyI0 (U3KYIBTYpYy, BOXHBIE IPOLEAYPHI,
MarHUTOTEPANHIO, TPAHCKPAHUAIBHYIO 31EKTPOCTUMYIILUIO,
uropedIexcoTepanuo.

3axmouenue. Cuaapom KpysoHa — pekoe HacleICTBEHHOE
3a0oneBaHue, KOTOPOE CBA3aHO C PAa3BUTHEM BBIPAKEHHBIX
nedopmanmii IMIEBOro CKeJera, 4To MpU POCTE W Pa3sBUTHU
pebeHKa co3aaeT yrpo3y uisi HOpMalbHOTO (DYHKIIMOHHPOBAHUS
BaXHEHIINX CTPYKTYp JIMLEBOTO M MO3TOBOTO Y€perna, Mpexe
BCEr0 TOJOBHOTO MO3ra. DBBICOKOTEXHOIOTHYHBIE METOMIBI
nyueBor muarHoctukun KT m MPT — HeoThemiieMoe 3BEHO B
KOMIUIEKCE 00CIIeI0BaHMs ALEHTOB C JAHHBIM 3a00JICBAaHUEM.

YIK 616.8.00

SHIEPAJTOTPUTEMAHAJIBHBIM AHTUOMATO3

KantneyoBa A.P., Kagp:kanosa I.b., Kemnpekoa A.E., CeiiTka3bIKbI3bI A.
Kazaxcxuii Hayuonanvroii meouyurckuil Yuusepcumem umenu C.J{. Acpenousposa,
Kagheopa nepsnuvix 6onesneii, Pecnybnukanckas 0emckas KIuHu4eckas 60abHuya «Axcaiy,
2. Anmamvl, Kazaxcman

OuiedanorpreMruHanbHbIH anrnomaros (cuaapom LlTypre-

BebGepa) - 310 HaciaeacTBEHHOE 3a0O0JIEBaHHE C ayTOCOMHO-
JOMHHAHTHBIM  crocoboMm  mepemaun.  Kiaccumueckoe
OpOSIBIICHHE  OOJNE3HH  XapaKTepU3yeTCs  CICAYHOIIMMHE

CUMIITOMaMH: COCYJAHUCTHIE TSTHA Ha KOKe JIHIa (aHTHOMBI),
SIWIETICUS, TEMHIIAPE3, YMCTBEHHAS] OTCTAIOCTh, TTOBBILIIEHUE
BHYTPUIJIA3HOTO JlaBJICHUA (rmaykoma), HapylIeHHe
YYBCTBUTEIBLHOCTH 0 TEMUTHUITY, TeMHaHomncueil. OCHOBHOE
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NPOSIBIICHHE 3a00JIEBAHUS XapaKTePHU3yeTCsl BPOXKICHHBIM
COCYOHCTBIM HEByCOM (KamwUIpHas AaHTHOIUCIUIA3UA)
Ha juue. HeByChl, MX 4YacTO HAa3bIBAIOT «IOPTBEHHBIMUY,
OOBIYHO OIHOCTOPOHHHE, HO MOTYT OBITH ABYXCTOPOHHHE,
BOBJICKAIOT BEPXHIOI IIOJOBHHY JIMIAa BapHaOelbHO OT
JIOOHOM 710 BEPXHEUEIIOCTHOM 00J1aCTH, YaCTO OrpaHU4MBasICh
30HAaMH HHHEPBAllMU BETBEH TPOWHHUYHOTO HepBa. KoXkHBIN
AHI'MOMAaro3 SIBJISAETCS CIEICTBUEM PACIUUMPEHUS KAIUIUIAPOB,



