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CungpoM KokkenHa y pebeHka 4,5 nert

C pa3BuTMEM HePPOTUYECKOTO CUHAPOMA
M OCTPOro HaPYLUEHMS MO3roBOro
KPOBOOOpPALLEHMS MO ULLEMUYECKOMY THUMY
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CuHapom KokkeliHa — 9TO HaCneacTBeHHbI CMHOPOM, Ha-
cnefyembli MO auyTOCOMHO-PeUMCCUMBHOMY Tuny. BcTpedaert-
CA B PaBHOM Mepe y ML MYXCKOrO 1 »eHckoro nona. Hamu
Habnopanock [OBOE [eTel M3 OfHOM CeMbM, CTpafjatoLmx
cuHgpomMom KokkenHa. MepBbit pebeHOK — Manb4ynk ymep
B BO3pacte 4 neT BCMNeACTBME CepAeqHON HEefoCTaTtoMHOCTU
npPW HanM4MM BbIP@XEHHbIX MPU3HAKOB cuHApoma Kokken-
Ha (3T [aHHble MonyYeHbl M3 aHamHesa). Btopoi pebeHok,
[eBo4ka, B Bo3pacTe 3,5 ner 6bina HanpaeneHa B Hedppono-
MMYECKYIO KIMWMHMKY B CBSA3M C PasBUTMEM HedpPOTU4ECKOro
cuHgpoma. PaHee oHa yxe ofcnepoBanacb y reHetuka
1 B HEBPOMNOrMYECKOM KNMHMKe. [JeBoyka poamnack OT BTOPOU
6epeMeHHOCTU HeOHOLLIEHHOW (Macca Tena 1228 r) u B nocne-
Ly'oLLleM OTCTaBasia B MacCo-pOCTOBbIX Nnokasarenax. [1pu nep-
BOM MOCTYMNeHnn B Hepponornyeckoe oTaeneHre macca tena
7200 r, pocT 65 cm, BospacT 3,5 roga. OTMeYeHbl TUNUYHbIE
BHELUHME MPW3HaKM HacnedCTBEHHOro cuHapoma KokkenHa:
HaHM3M, cTapoobpasHoe NMuo, rMyOboKo MOCaXKeHHble rnasa,
KOpoOTKas Lwes, MukpoLuedanus, TOHKMe peakune BOOChI, Kune-
obpasHasa rpygHas knetka. OTMeYeHO OTCTaBaHWe B PeYeBOM
pas3suTUM. DeHOTUN AeBOYKM ObiN CXOAEH C DEHOTUNOM paHee
ymepluero 6para. Pogutenn 34 net (matb) n 33 net (oTeu) 340-
POBbI. «[104eYHbIN>» aHaMHE3 Ha4mMHaeTca ¢ KoHua mona 2007
roga, Korga BrepBble MOABUMNCH PACMPOCTPAHEHHbIE OTEKU.
MpotenHypusa coctasnana 3,3 r/n; ypoBeHb XonecrepuHa B Cbl-
BOpOTke KpoBM 17,0 mmonb/n; B-nunonpotenabl 13,4 r/n; anb-
O6YMUHOB 32,2%; BblpaxeHHaa aucnpoTtenHemus, CO3 56 mm
B 4ac. B CBA3M C TUMUYHOM KIVHWMKO-NabopaToOpHON KapTu-
HOM Obin BbICTABNEH AMArHO3 BTOPWYHbLIN HEMPOTUYECKUNiA
CYHOPOM Ha (OHe HacneACTBEHHOro cuHapoma KokkerHa.
JleveHne Havato MO MPOTOKONY HedPOTUHECKOro CUHAPOMA
no 3-KOMMOHEHTHOWM Cxeme (MPeaHM30M0oH M3 pacyeTta 2 Mr/kr
CYTKW, renapuiH, kypaHtun). C HekoTopbIM ynydlleHnem Obina
BbIMYCaHa [OOMOV C PekKoOMeHdaumen MpOoforKUTbL JieveHne
B ambynaTtopHbIx ycnosusax, Ho 1 oktabps 2007 roga nocTyna-
€T BHOBb C HapacTaHVeMm OTEKOB W MeTabonmy4eckumu Hapy-
LweHvamMun. NepeBoamTCs Ha 4-KOMMOHEHTHYIO CXeMy NneveHus
C npumeHeHnem umknocnopuHa A (CangummyHa). MNocne He-
3HAYUTENMBHOIO YNy4LLUEHNs CamO4yBCTBUA M MeTabonnyecKmx
rnokasarefien BbIMUCbIBAETCA [OOMOM Ha MOAAEPXKMBAIOLLEN
Tepanuu. lMocnepHas rocnvTanudauns B OTAeNneHue Hedpo-
norun 6bina B aerycte 2008 roga (c 4 asrycta u no 25 aBry-

cta). MNoctynuna ang yTo4HeHns oyHKUMM NOYeK, ONpeaeneHns
[03bl CaHANMMYHA B KPOBW, KOPPEKUUM fiedeHus. PocT 67 cMm,
Bec 7350 r. AptepuanbHoe fasneHne 90 n 60 mm pT. CT. [pn
KOHTPONbHOM MpoBeaeHun Y3 obnacty novek — npusHakm
yABOEHWS MPaBoOi MOYKW, AMPAY3HbIE UBMEHEHNUA MAPEHXNMbI
cnpasa, MMAPOKaNMKo3 BepxHein 4actn cnpasa. JleBas noyka
BM3yanu3npyeTcs HeyeTko, ©6e3 4eTkon auddepeHumaumu,
npu3Hakn Hedppockneposa. Mo gaHHbIM 4EHCUTOMETPUYECKOTO
NCCneaoBaHns MUHepPanbHOM MIOTHOCTU KOCTHOWM TKaHW Mosic-
HWYHbIX MO3BOHKOB — OCTeonapos. KnunHuko-metabonmuyeckmne
napameTpbl 1 YHKLMOHANBbHbIE NPOObI MOYEK N3MEHEHbI — M-
MONPOTENHEMMNS N TUMEPXONECTEPUHEMUS COXPAHAIOTCSH, CHU-
»xeHa knyboykosas ounbtpaumns ao 17,9 ma/muH., CO3 60 MM
B 4ac. [MnocTeHypus, NpOKCUManbHasa riokodypus. B cBasu
C HapyLleHnem oyHKUMM NOYeK CaHANMMMYH OTMEHEeH. Y OeBou-
KN MO  KIVHWKO-NabopaTopHbIM MpU3HaKaM KOHCTaTUpyeTcs
XpOoHMYeckas 60ne3Hb MOYeK C Pa3BUTUEM BTOPUYHOMO HEPO-
TUYECKOTO CUHOPOMA N XPOHUYECKOM MOYE4HOM HeJOCTaTO4HO-
cTn. 3 ceHTabpsa 2008 roga B SKCTPEHHOM MOPSiAKe MOCTynaeTt
B 06M1AaCTHYIO KNMHNYECKYIO OOMbHULY C MPU3HaKamm OCTPOro
HapyLleHnsa MO3roBOro KpoBOoOOpaLLeHWsi MO WULLIEMUNYECKOMY
TMAY C NPaBOCTOPOHHUM LEHTPabHbIM reMmnapesoM, CO3Ha-
Hne coxpaHeHo. NposeaeHne MP-Tomoropadmm noaTeepamnio
Hanu4ne NLLIEMUHYECKOrO MHCYNbTa B 6aCCenHe NpaBovi CpeaHen
MO3roBO apTepuu, B NEBOW 3aTbINOYHON 06nactu. B oTHoLue-
HMM MOYEYHOro CHMHAPOMA BCE MapameTpbl COXPaHSAIOTCH: Bbl-
cokasa npoteunHypus (1,65-4,95 r/n), nonoxuTtensHasa peakums
Ha caxap B Mo4e, CO3 50 mm B 4ac. O6Lumin 6enoK KpoBn —
51 r/n; anbbyMuHbl — 35%; AMcnpoTenHemmnsa — a2-rnobynmHbl
35,5%; B-nunonpotenasl 12 r/n, xonectepuH — 17,6 MMOnb/A;
KpeaTVHWH, MOYEBMHA, SNEKTPONUTLI B HOpMe. B HeBponornye-
CKOM OTAENEeHWV MPOBOANTCS NeYeHne, COOTBETCTBYIOLLIEE MO3-
roOBbIM HapyLLUEHUAM: nupaLeTaM, NeHTOKCUMUNH, BUTAMUHBI
B1, B6, MMKCUOOH, nasukc, BuHMoLeTuH. CoctosHne ctabunu-
31MpoBanoch. MNoYeyHbIi CUHOPOM — 6€e3 AVHaMKKK. Xapaktep
MOPAONOrMYECKNX UBMEHEHMI B MOYKaX MOXXHO MPEANONOXNTE
no OMMCaHHbIM paHee B nuTepatype. OTO YTONLIEHVE W Tua-
NMHO3 6aganbHol MembpaHbl KNybo4koB, nponudepaums me-
3aHrvis, AMCNIasns NoYek, YT MOXET MPUBECTU K XPOHNYECKOW
MOYEe4YHOW HEeJOCTaTOYHOCTU. He WCKMIYeHo, YTO pasBuTUe
NLLIEMUYECKOrO MHCYMbTa CNPOBOLMPOBAHO METaboNmMyYeCcKMMm
HapyLleHnaMu. NporHo3 HebnaronPUATHBIN.



