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Cundpon CHARGE — 3aboaesanue ¢ aymocomMno-00MUHAHMHLM MUNOM HACAE)08AHUS U NO-
nyaayuonnou wacmomou 1 cayuau na 8500—15000 nosopoxdennvix. Ipuuuna 3aboresanus —
uzmenenue Hyxieomudnol nocaedosamesvnocmu zena CHD7. «Bovwumis kpumepusimu cunopo-
MaA SA6ASAI0OMCS KOLOOOMA 21143, AMpe3us uiu cmeno3 xoau, depexmol cpedueti aunuu (pacujenu-
Ha 2y6ovl w/usu neba) u 8PoXIeHHbIe NOPOKU HAPYKHOZ0, cpednezo u euympennezo yxa. Cundpom
CHARGE xapaxmepu3yemcs 6vipa;KeHHblM KAUHUYECKUM NOJIUMOPPUIMOM, UMO YCJOKHAEM
duaznocmuxy 3aboresanusi. B nepuode nogopoxdennocmu u3-3a 08ycmopoHnelr ampe3uu Xoam
MOXKEm pazéumvcs pecnupamopHvitl Oucmpecc-cunopom, 4mo nepedko CMano8uUmMcs npuUdUHol
HEOHAMANLHOU CMEPMHOCINU; UHBIMU RPUYUHAMU CMOJIb paAHHeud cmepmu moxem Gvimos BIIC,
oca0KHUsWULICS cepdeunotl Hedocmamounocmoio. IIposerenus cunopoma CHARGE upeseviuai-
HO eapuabesvivl, 6 853U C 4eM NPOBOOUMCS MOJEKYIAPHO-2eHemuteckoe noomeepixoenue oude-
noza. Oduaxo, npumepno ¢ 30 % cayuaes y nayuenmos omcymcmeyiom mymayuu. B maxux xiu-
HUMECKUX CUMYAUUAX 0UAZHO3 YCMAHABIUCAEMCS NPU HAIUNUU 3 OCHOGHVLY CUMNINOMOG, 6X005-
wux ¢ abopesuamypy CHARGE uau 2 ocnoenvix u 1 00nosnumensvnozo cumMnmomd.

Havuenmot ¢ cundpomon CHARGE mpebyiom nabaiodenus mexOUCUyuniunapoi Komanool,
a umenno, neduampd, Heepoaozd, INOOKPUHOL02d, OPMATLMON02A, OMOIAPUNHZON02d, KAPOUOLO-
2d U Kapouoxupypzda; 6 msiKeavlx CAYUAax 603HuKaem neobdxodumocms 6 npebdovieanuu pedbenxa
6 omdesenuu amecme3uoa0zuu U peanumayuu. B cmamove npedcmasieno onucanue KAUHULECKO-
20 cayuas 1ogopoxdennozo ¢ CHARGE-cundpomon, npuseden 0630p cO8peMennol Aumepamypol
6 OMHOULEHUU IMO20 PedK020 3A00e8AHUS.

Aemopul 3aseasirom 06 OMCYMCmMEuUU KOHPGAUKMA UHMEPECOs.

Kawuesvie croea: CHARGE-cundponm, BIIC, xonoboma, ampeszus xoan, anomaiuu cepoud,
yweu, 2unozonadusm.
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CHARGE syndrome is a disorder with an autosomal dominant inheritance pattern and a popu-
lation incidence of 1 in 8,500—15,000 live births. It is caused by a nucleotide sequence change
in the CHD7 gene. Major criteria for the syndrome include coloboma of the eyes, choanal atresia
or stenosis, midline defects (cleft lip and/or palate), and congenital malformations of the outer,
middle, and inner ear. CHARGE syndrome is characterized by pronounced clinical polymorphism,
which complicates diagnosis. In the neonatal period, bilateral choanal atresia can lead to respiratory
distress syndrome, which is a frequent cause of neonatal mortality. Other causes of early death include
congenital heart disease complicated by heart failure. The manifestations of CHARGE syndrome
are extremely variable, leading to molecular genetic confirmation of the diagnosis. However,
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approximately 30 % of patients do not harbor the mutations. In such clinical situations, the diagnosis
is established based on the presence of three cove symptoms included in the CHARGE acronym,
or two core symptoms and one additional symptom.

Patients with CHARGE syndrome requirve care from a multidisciplinary team, including a pe-
diatrician, neurologist, endocrinologist, ophthalmologist, otolaryngologist, cardiologist, and cardiac
surgeon. In severe cases, the child may need to be admitted to the anesthesiology and intensive
care unit. This article describes a clinical case of a newborn with CHARGE syndrome and reviews

the current literature on this rare condition.
The authors declare no conflict of interest.
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HARGE-cMHApPOM - 3TO peakoe BPOXAEHHOE 3a-

6oneBaHWE, XapaKTepuaytolleecss BblpaXeHHbIM
KAMHUYECKMM NOoAMMOpPPHU3MOM. HaszBaHWe 3aboreBaHuMsA
npeacTaBAfeT cobol aHrA0s3bIuHYO abbpeBuaTypy 1 oTpa-
XaeT OCHOBHble KAMHWYECKME cuMMToMbl: C - koAnoboma
COCyAMCTOM 060AOYKM, H — aHOMaAMK cepalia U COCYAOB,
A - aTpesus xoaH, R - 3apepxka pocta, G - yporeHuTanb-
Hble aHOMaAuK, E - aHomaAnu opraHa cayxa. AMarHos cTa-
BUTCA Ha OCHOBAHWW HAAMUUA KAMHWUYECKUX KPUTEPUEB
1 06HapyXeHUst MyTauuK. \eYeHUe 3aKAKOUAETCS B XMPYP-
FTMYECKOW KOPPEKLMU MMEIOLLMXCH aHOMaAUN U 3aMeCTu-
TEAbHOWM rOPMOHOTEPANMUK.

CHARGE-crHApOM (CMHAPOM XOAAA-XUTTHepa) Bhep-
Bble ObIA onucaH B 1979 roay amepukaHCKMMK Bpayamu
B. A. Xoanom u X. M. XuttHepom. AaHHoe 3aboreBaHue
yalle APYrmx HacAeACTBEHHbIX MATOAOTMI accoummpyert-
CSl C BPOXAEHHOM aTpe3uen xoaH. PacnpocTpaHeHHOCTb
CHARGE-cuHapoma cocTaBasieT B cpeaHem 1:12000 ae-
TeW, BCTpPeYaeTCcss ¢ OAMHAKOBOW 4YacTOTOW Yy MaAbYMKOB
M y AeBoYeK. B OCHOBHOM BO3HWMKaeT CnopaAUyecKH,
OAHaKO BO3MOXHa HaCAeACTBEHHAs nepepada 3aboneBa-
HWS NO ayTOCOMHO-AOMWHAHTHOMY TUNY.

B noaaBastowiem 6oablumvHcTBE cAaydyaeB CHARGE-
CUHAPOM pasBMBaeTCA BCAEACTBME MyTauuu reHa CHD7,
koampytolero AHK-cBsi3biBatoLLLMI HEAOK XEAMKA3bI XPOMO-
AOMeHa. [eH pacrnonoxeH Ha 8 xpomocome, AoKyc 80q12.2.
AaHHbIN 6eAOK ABASETCS OAHWM M3 KAKOUEBbIX TPAHCKPU-
LIMOHHbIX GaKTOPOB PaHHWUX CTAAMI 3MOPHUOHAABHOIO pas-
BUTUA. OH peryAvpyeT 3KCMpPecCuto reHOB U CTPYKTYPY Xpo-
MaTtuHa.

Hekotopble pasHoBuaHoct CHARGE-cuHapoma, oTAu-
yatolmecst OT KAaCCUUeckoro ¢eHoTmna, 06yCAOBAEHbI My-
Tauuen reHa cemapopuH 3E, pacnonOXEHHOro B XpOMO-
comMe 70g21. Yale Bcero Mmytaummn BO3HUKAOT de Novo, Yem
06bACHSIETCA NPEVMYLLECTBEHHO Cropaanyeckas npupo-
Aa nosiBAeHnst CHARGE-cMHApoMa. B ocHOBHOM BCTpeyvatoT-
CSl HOHCEHC-MyTauMK U MyTalMK CO CABUIOM CUUTbIBAHUSA,
CNAANCUHI-MyTaLMK OTMEeYatoTCst AOCTAaTOUYHO PeAko. Mpea-
noAaraeTcsa BAUSHWE TePaTOreHHbIX BO3AENCTBUM, Kak dak-
TOPOB pUCKa BO3HWKHOBEHUWSA 3aboneBaHua [1, 4].

Bcaeactsume Toro, uto npu CHARGE-cuHapome B natono-
rMUYECKMI NPOLIECC BOBAEUEHbI BENKW-PETYASTOPbI OCHOBHbIX
3TanoB aMbpHoreHes3a, MPOUCXOAUT HaPYLLEHWE CO3PEBAHMSI
n AnddepeHLMpPOBKM OPraHoB M cucTeM. MaToreHeTMYecku
3HaUMMbIM ABASIETCA AePeKT GOPMUPOBAHUS ME3OAEPMbI
(cpeAHero 3apoAbILEBOrO AUCTKa), KOTopas Heobxoanma
AAS PA3BUTUSA CEPAEYHO-COCYAUCTON, HEPBHOM CUCTEMBI,
KOCTHOIO CKeAeTa, PENPOAYKTUBHbIX OpraHoB U np. Beuay
MaAOro KOAMYECTBA A@HHbIX, AO KOHLLA OCTaloTCA HEM3BECT-
HbIMW TOYHbIE MATOrEHETUYECKME MEXaHU3Mbl BAUSHUS Te-
HeTUYeckoro poedekta XpOMOAOMEHHOM XEAMKA3bl Ha onpe-
AEAEHHble 3Tanbl aMOPUOHAALHOIO Pas3BuTua [1, 2, 4].

KanHnueckan kaptHa CHARGE-cuHApOMa MOXeET ObiTh
KpaliHe pa3HoobpasHoi. OCHOBHOM CUMNTOM, 0OYCAOBAK-
BaOLLMI TAXENOE COCTOSAHWE BOABHOMO NPAKTUUYECKK CPasy
NOCAE POXAEHMUSA, — 3TO 3apallleHne OTBEPCTUI, COEANHSA-
HOLLIMX MOAOCTb HOCA M HOCOTAOTKY (aTpesus xoaH). U3-3a paH-
HOW aHOMaAWK AbixaHue pebeHka pPe3ko 3aTpyAHEHO. Takxe
yacTo oTMeuvatoTea npobaembl ¢ raotaHrem (70-90 % cay-
yaeB) BCAEACTBME HEAOPa3BUTUSA OyAbOapHbIX YepemnHo-
MO3roBbIX HepPBOB. KopMAaeHHe pebeHka 3HauUMTEAbHO 3a-
TPYAHEHO, OHO COMPOBOXAAETCH KaLLUAEM, NoNepxmBaHUeM
€eAON, peryprutaumnen.

OAHVMMUM U3 HanboAee XxapaKTEPHbIX ABASIKOTCS OdTaAb-
MOAOTMYECKME CUMNTOMbI. HEKOTOPbIE M3 HUX NpPeACTaB-
ASIFOT AULLIb KOCMETUYECKUI AeDEKT. K TaKUM MOXHO OTHe-
CTU KONOBOMY papyXKW. boree cepbe3HbiMUW, Bbi3biBato-
LWMMW HapyLleHWe 3peHUs, MHOTA@ BMAOTb AO CAEMOTHI,
cuMTaloTCA aHOMaAUMU COCYAUCTOM 0BOAOUKM U AMCKA 3PU-
TEeAbHOr0 HepBa.

CuAbHOE HapylleHWe CAyxa, Bbl3BaHHOE AedekTamu
CPEeAHEro U BHYTPEHHEro yxa (HENOAHOE pas3AeneHne YAUT-
KM, TMNONAACTUYECKME MOAYKPYIAbIE KaHaAbl), HabAtopaeTcs
NPaKTUYECKU y BCEX BOAbHBIX. M3-3a BPOXAEHHbBIX MOPO-
KOB cepala C reMOAMHAMUUYECKUMM HapyLLEHUAMM (Hanpu-
mep, TeTpaabl Panno) y pebeHka NosBASIETCS XapakTepHas
CUHIOLLIHAs OKpacka ryb, KoHUMKa Hoca, naabLeB [1, 2].

Y nonoBuHbl petert ¢ CHARGE-cuHapoMom aeduumt
ropMoHa pocTa ¥ NOAOBbIX TOPMOHOB 00YCAOBAMBAIOT HU3-
KOPOCAOCTb U MPWU3HAKW TMNOrOHAAOTPOMHOIO rMMNOroHa-
AM3Ma - 3aAepXXKa MOAOBOMO CO3PEeBaHWSA, MUKPOMEHWUC
W KPUNTOPXM3M Y MaAbUYMKOB, TMMNOMNAA3MsA MOAOBbLIX Ty6 y ae-
BOYEK, UTO ABASIETCA MOBOAOM AASI 0OPALLEHMA K SHAOKPU-
HoAory. B ponybeptaTHOM BO3pacte MOXHO 3anoA03pPUTb
TMNOrOHAAOTPOMHbIN TMNOrOHAAM3M Y MAaAbUMKOB C CUH-
apomom CHARGE Ha oCHOBaHWMM COYETaHWUA OAHO- UAU
ABYCTOPOHHEI0 KPUNTOPXM3Ma, MMNOMNAa3MPOBaHHbIX Ha-
PYXHbIX MOAOBbIX OPraHOB U HU3KOM KOHLEHTPaLUUKN UHIU-
6uHa B [1, 4].

MopaxeHue LeHTPaAbHOM CUCTEMbI NPOABAAETCSA 3a-
AEPXKOM NCUXOMOTOPHOTO, MCUXOPEYEBOr0 PasBuUTHS. Y no-
AOBUWHbI NMaUMEHTOB OTMeYaeTcsi nape3 AMLUEBOro HepBa.
TakXe BCTpeyatoTCs CKeAEeTHble aHOMaAWW — OTCYTCTBUE
pebep, KAMHOAQKTUAWSA, MOAMAGKTUAMS U MP.

Pexe npn CHARGE-cMHAPOME BCTPEYatoTCsi CAEAYHO-
LLLIMEe aHOMaAWK: paclleArHa rybbl MAM Heba; rMnonAasus
noyek; ny3blPHO-MOYETOUHUKOBBLIN pPedAOKC; oMdanoLe-
A€; TMNOMNAa3na TMMYCa, OKOAOLLIMTOBUAHBIX XEAE3.

BBMAY LUMPOKOrO CreKkTpa BPOXAEHHbIX aHOMaAWW,
KOTOPbIE MOTYT BO3HUKHYTb Npu CHARGE-cuHapome, unc-
AO OCAOXHEHWM NpW 3TOM 3abOAEBaHUWM TakXe BEAMKO.
Mpw ABYCTOPOHHEN aTpe3nmn X0aH yXe B NepUOA HOBOPOX-
AEHHOCTM MOXET Pa3BUTbCS PECTMUPATOPHbIA AMCTPECC-
CMHAPOM, YTO HEPEAKO CTAHOBMUTCS NPUYMHON HEOHATaAb-
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HOWM CMepTHOCTU; U3-3a AMcdarun yacto HabatopatoTcs
acnupaumm 1 acnMpaLmMoHHble NHeEBMOHMM [1, 2].

MopOKK cepAaLla MOTYT BbI3BaTb OCTPYHO CEPAEYUHYIO He-
AOCTaTOYHOCTb. AedEKTbI CTPOEHNA MOUYEBBIBOASLLMX NyTEN
y yactv 6OAbHbIX NPOBOLMPYIOT TMAPOHEDPO3 U OCTPYHO MO-
YEeYHYI0 HEAOCTATOUHOCTb. 3aAepXKka B YMCTBEHHOM pas-
BUTUW NPUBOAWT K TOMY, UTO y pebeHKa OTCYTCTBYHOT HaBbl-
KM camMmo0bCAyXMBaHUS.

BeaeHvem 60AbHbIX ¢ CHARGE-CMHAPOMOM 3aHUMatoT-
CA BPpauu HECKOABKMX NPOdUAEN — NeAnaTpbl, HEBPOAOTH,
reHeTVKM, CNeLManncTbl U3 pa3AMUHbIX 0bAACTEN XMPYpPrum
(OTOPUHOAGPUHTOAOTH, KapAMOXMUPYPTrK, yponoru). MHorme
aHOMaAUM U UX MPOSIBAEHUSI MOXHO OOHapYyXUTb Yyxe
npu obLiemM ocmMoTpe 6OAbHOrO - LMaHO3 KOXHbIX MOKPO-
BOB, AeDEKTbl KOCTHOrO CkeAeTa 1 np. AULO MMeET xapak-
TEPHbIN BMA - LUMPOKaA nepeHocula, KBappaTHOe AWLO,
TpeyroabHasi Gopma yLUHOW pakoBUHbI. Mpu aycKyAbTaumum
cepaLa MOXHO BbICAyLLATh rpybble CUCTOAMYECKUE U AMa-
CTOAMYECKME LLyMbl. HasHauatoTcsi AONOAHWUTEABHbIE 0BCAE-
AOBaHWA, BKAHOUAOLLME: BUOXMMUUYECKUI aHAAU3 KPOBM,
rA€ BO3MOXHO MOBbILLEHWE NOKa3aTeAEN a30TUCTOro 0bme-
Ha, MapKepoB CEPAEYHON HEAOCTAaTOYHOCTU; FOPMOHOME-
TPMA (AAA TMMOrOHAAM3Ma XapaKTEPHO CHUXEHWE COAEep-
XaHWA PenpoAyKTUBHbIX FopMoHOB — Al ®CI, acTpaanona
(y AeBOYEK), TECTOCTEPOHA (Y MaAbUYMKOB)). Ha anekTpo-
KapAMorpaMme MoryT oTMeuyaTbes NPU3Haku runepTpodun
npaBbIX 1 A€BbIX OTAEAOB CEPALLA, Pa3AUUHbIe HapyLlEeHUA
putMa - 6AOKaaa Hoxek nyuka lca v np. Mpu npoBeae-
HUK IXO-KaparMorpadumnm MoXHO BU3yannsnpoBaTtb Aedek-
Tbl MEXNPEACEPAHON AU MEXKENYAOUKOBOWM MEPETrOPOAKH,
OTKPbITbIN apTepuanbHbii NPoTok (OAM), AAaTaumio cepaey-
HbIX Kamep; HeOAaronpUATHLIM MPU3HAKOM SIBASIETCA MO-
HUXeHHan dpakuma Bbibpoca. Ha nprueAbHOM MarHuMTHo-
PE30HAHCHOM WMCCAEAOBAHWKW BHYTPEHHEro yxa yaaertcs
BbIABUTb HEAOPA3BUTUE MAU XE MOAHOE OTCYTCTBME MOAY-
KPY>XHbIX KAHAAOB KOCTHOro AabupuHTta. OdTanbMonormye-
ckoe obcaepoBaHUe (BUOMUKPOCKONMKM Aa3a): NPy NOMOLLM
LLLeAEBOW AaMMbl U OPTAaAbMOCKONUKU MOXHO OLEHWUTb HaAW-
une AeHEeKTOB COCYAUCTON 0BONOUKM rAa3a, CETUATKU U 3PU-
TeAbHOro HepBa. OTOAAPUHIOAOTMYECKME METOABI MOATBEPX-
AQIOT aTPEe3UIO X0aH. [eHeTUYECKME UCCAEAOBaHMA: MyTaLMO
CHD7 obHapyXnBatOT MOAEKYASIPHO-TEHETUYECKUMU METO-
AaMW UCCAeAOBaHUA — cekBeHnpoBaHnem AHK [1-3].

MpumepHo B 30 % cAyyaeB y NaLMeHTOB OTCYTCTBYOT
MyTauuu. B TakKnMx KAMHUYECKUX CUTYyaLLMAX AMArHo3 ycra-
HaBAMBAETCA NPU HAaAMYMKU 3 OCHOBHbIX CUMMNTOMOB, BXO-
AALLMX B abbpeBuaTtypy CHARGE 1AM 2 OCHOBHbIX U 1 AO-
NMOAHUTEABHOIO CUMMNTOMA.

AnddepeHUnanbHbIM AMarHO3 MPOBOAUTCA CO CAEAY-
IOLLMMKU 3a60AEBAHUSIMU: CUHAPOM KaAnAMaHa; CMHAPOM
Xy6epa; VACTERL-accoumauus.

OcHoBHOE MecTO B AeueHUH B6onbHbIx CHARGE-CUHA-
POMOM 3aHUMAIOT XMPYPruYecKkrue KoppekumMm aHoManun.
Mpw atpe3unn xoaH NoKazaHa X0aHOTOMUSA, KOTOPast MOXET
6bITb BbINOAHEHA 4 pa3HbIMK crnocobamu. IHAOHA3AAbHbIN
METOA HECET MEHBLLUWI PUCK KPOBOMOTEPU, OAHAKO UMEET
BbICOKYIO BEPOATHOCTb PeCTEHO3K1POBaHUsA. Hanbonbluyto
3hDEKTUBHOCTL B POPMUPOBAHMM XOaH MPU BPOXKAEHHbIX
aTpe3nsax NPOAEMOHCTPMPOBAA TPaHCCENTaAbHbIM AOCTYM, NO-
3TOMY K HEMY npuberatoT 60AbLUMHCTBO CneuManmncTos [2, 3.

Muorum aetam ¢ CHARGE-CMHAPOMOM BbINOAHAETCA
KOoxAeapHas uMmnaaHTaums. MNpu Tetpape Panno nokasaHa
paslKanbHas KOPPEKUMA — Pe3EKLMA MbILLL AAS paclumpe-
HUSI BbIXOAHOTO OTAEAA XEAYAOUKOB, YCTpaHeHUe AedEKTOB
neperopoAoK, HaAOXeHMe natyein. B HEKOTOpbIX CAyyasx

Case from practice

npuberatoT K HAAOXEHWIO aHacToMOo3a. pu BbipaXeHHOwM
rMNOMAa@3uKn NOYEK C Pa3BUTUEM NOYEYHON HEAOCTATOUHO-
CTW NOKa3aHa TpaHCNAaHTaLMA MOYKMU.

CHARGE-CUMHAPOM ABASIETCA OYEHb TAXEABIM 3abone-
BaHWeM ¢ HebAaaronpuaTHbIM NporHo3om. Hanbonee onac-
HbIM B MA@HE 4acCTOTbl A€TaAbHbIX UCXOAOB CUMTAETCA ne-
pP1OA HOBOPOXAEHHOCTU, KOTA@ NPKU MOAHOM aTpe3nm XoaH
pa3BUBaETCA AblXxaTeAbHasi HEAOCTATOYHOCTb. Takxe OAHOM
M3 OCHOBHbIX NPUYUH CMEPTU BbICTYNAaET HapyLUEeHUE KPOo-
BOOOpALLEHUST M3-3a BPOXAEHHbLIX CEPAEUYHBIX MOPOKOB.
3apepkKa HEPBHO-MCUXMUYECKOTO Pa3BUTHA, MOTEPS CAyXa
OY€EHb CMABHO HapyLLatoT COLUMAAbHYIO apanTaumto pebeH-
ka. MeTop0B cneunduyeckon NpodUAaKTUKM, NOMUMO npe-
HaTaAbHOW AMArHOCTMKM, He cyllecTByeT [1, 4].

B AOCTYMHOW AMTEpPaType OMUcaHbl CAyYau CUHAPOMa
CHARGE. Tak, npvBeAeH KAMHUYECKW CAyYar MaAbuuka
B BO3pacTe 5 AeT, KOTOPbIM ObIA HANPaBAEH K SHAOKPUHONO-
ry no NoBOAY OAHOCTOPOHHEIO KPUMTOPXM3MaA C POXKAEHUS.
Mpu ocMoTpe 0bHapyXeHbl aCUMMETPHA AMLLE, HapyLLUEHWE
CTPOEHMS YLLIHbIX PAKOBUWH, TMNONAa3MpOBaHHasA MOLLOHKA
M OTCYTCTBUE OAHOTO IMUKa B MOLLOHKE. TakXXe OTMEYEHbI
kKoAODBOMa CeTYaTKM C ABYCTOPOHHEW TYroyXoCTbto, Onepu-
poBaHHaA paclieArHa rybbl u Heba, TPYAHOCTU C KOPMAE-
HUEM, XEBAHWEM U TAOTAHUEM, 3aAEPXKa YMCTBEHHOTO pas-
BUTUS U NapaAuy AMLEBOIO HEpPBa. KAMHUYECKU AMArHOCTH-
poBaH cuHApoM CHARGE, BnocAeACTBUM MOATBEPXKAEHHbIV
MOAEKYAAPHO-TEHETUYECKUM UCCAEAOBAHWEM: BbIBAEHA
paHee onucaHHaa naTtoreHHas reTepo3uroTHasi HyKAeo-
TMAHasa 3ameHa chr8:60838202C > T (HG38) B 3K30He
19 reHa CHD7 [4]. AeTCKMMM OTOAQPUHIOAOraMK OMMCaHbI
CAyYan BPOXAEHHOM aTpe3un x0aH C reHETUYECKUM MOA-
TBEPXAEHMEM AQHHOIO CMHAPOMA [2, 3].

[peaMEeTOM Hallero akapAeMMUYECKOro MHTEpeca ABUA-
CSl HOBOPOXAEHHbIM MaAbUMK C HAAMUMEM XapaKTepHbIX
ana CHARGE-cMHAPOMaA KAMHUYECKUX CUMMITOMOB.

OnucaHue KAMHUYECKOIO cAydas

PebeHok X (ManbumKk) POAMACA OT 2-i 6epeMeHHOCTH
2-X CPOYHbIX POAOB B Cpoke 38 HepAeAb, aHTpONoMeTpUYe-
CKWe napameTpbl COOTBETCTBYHOT CPOKY rectaumun. B cembe
MMeeTca cTaplmii pebeHoK 2-x AeT, POAMACA AOHOLLEH-
HbIM MyTEM Onepauun Kecapesa cevyeHus, 3A0poB. Ha ne-
puHaTanbHOM Y3U B 12 Hepenb 4 AHA BUAMMbIE BPOXAEH-
Hble MOPOKW Pa3BUTUS MAOAA OTCYTCTBOBaAM, puck 1:401
(N0 BO3pacTy XeHLuHbI). [poBeaeHo reHeTnyeckoe obene-
AOBaHWe 060MX CynpyroB: XeHLIMHA ABASIETCS HOCUTEAb-
Huuen MmyTaumm rs7 7010898 B reHe CFTR, y My>Xa reHeTuue-
CKUX MyTaLMi He BbIABAEHO, UMeeTcs BIP nouku (anaasus).
BospacTHol puck no xpomocomHon natororum 1:100 (no-
BbILLEH); PUCK MO nopokam passutusa 4,5 % (NonyAsiLMOH-
HbIM). Ha Y3W naoaa B cpoke 20 HeEAEAb BbISBAEHbI MHOXE-
CTBEHHbIE BPOXAEHHbIE MOpokK passutua (MBIP) y naopa
(BMNC - nepcuctupytoLLas BEpXHAS Nonas BeHa, AePekT
MexnpeacepaHor neperopoakn (AMIIM); ABYCTOPOHHSA
BEHTPUKYAOMETraAusi, KUCTa MOAOCTU NPOMEXYTOUYHOrO na-
pyca HeboAbLINX pa3MepoB). XKeHLLMHE NPEANOXKEH aMHU-
oLeHTe3 (0T MHBa3MBHOWM NPOLEAYPbI OTKa3anach). B Teue-
HWe HacToswen 6epeMeHHOCTM OTMEYaAOCh HapylleHue
MaTO4YHO-NAALEHTAapPHOrO KPOBOTOKA 1 cTeneHun, MHOroBo-
AME, UCTOHYEHWE MOoCAeonepaLnoHHoro pybua Ha matke;
6epeMeHHOCTb 3aBEPLUMAACL NPOBEAEHMEM OMEPALIMM NAa-
HOBOrO KecapeBa ceyeHus. CocTosHne pebeHka Npu pox-
AEHUU TSXKEAOE: CAMOCTOATEAbHbIE BAOXM OTCYTCTBYHOT, MpU-
3HaKK AbIXaTEAbHOW HepocTaTouHocTU (AH) ¢ poxaeHus,
MacoyHas BEHTUASALMA He addeKTMBHA, B CBA3M C YEM 3a-
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1 Cayuaii u3 TpaKkTUKU

MHTYOMPOBaH (3HAOTPaxeaAbHas BEHTUAALMS 3OPEKTUBHA);
KOC 13 BeHbI NyNnoBUHbI KOMNEHcUpoBaH. Yepes 10 MUHYT
nocAe POXAEHUA PebeHOK AOCTABAEH B OTAEAEHWE peaHu-
Mauuu, rae nepeBepeH Ha annapat MBA (MakcMmanbHas
noaava kucnaopopa 60 %), HauaTa MHOY3MOHHAsA Tepanus
FAFOKO30-COAEBbIMW PAcTBOPaMU, aHTUDaAKTEPUAAbHAS Tepa-
nus, NpoBeAeHa NPOPUAAKTMKA reMopparMyeckoro CUHAPO-
Ma; B KAPAMOTOHMUYECKON MOAAEPXKKE PEBEHOK HE HYXAaA-
cA. C poxaeHusa obpallann Ha ceba BHUMaHUE BPOXAEH-
Hble MOPOKK Pa3BUTUSA, KOTOPbIE NO3BOAUAM 0BOCHOBAHHO
3anopo3putb CHARGE-CMHAPOM: ABYCTOPOHHASA aTtpesus
X0aH, KoAnoboma papyXKW AEBOro raasa, Aedopmaums
YWHbIX PAKOBWH (YLUM KOPOTKUE, LIMPOKME, Be3 MOUKK
W BHELIHEro 3aB1TKa), ABYCTOPOHHUI KPUNTOPXU3M U MUK-
poneHuc, rononpo3saHuedanmsa (nobapHas Gopma), BEHTPU-
Kynomeraaus, BIC (rvnonaasua Ayru u nepeluerika aopTol,
AMIM). AAA AaAbHENLLIEro AeUYEHUS (3aNAaHMPOBAHO one-
paTMBHOE AeYeHWe aTpes3un X0aH) Ha 5-e CYTKM XU3HU
B CTAOUABHOM COCTOSIHUM MaAbYMK NMEPEBEAEH B OTAEAE-
HUE peaHUMaLMn KAUHUKK, TAe UMeeTca NPOGUAbHOE OTO-
AAPWHIOAOTMYECKOE OTAEAEHME. PebBeHOK KOHCYALTUPOBaH
OTOAAPWMHIOAOTOM, FeHEeTUKOM. lpn NpOBEAEHUU 3XOKap-
avorpadun (IX0-KI) Ha 5-e CyTKM XU3HM 3adUKCMPOBaH
60AbLION FEMOAMHAMUYECKM 3HAUYMMbIN OTKPbITbIA apTe-
puanbHbIi npoTtok (F30AM) AvameTpom 6 MM, cOPOC AEBO-
npaBblit, @ TaKXe npaBasi Ayra aopTbl ¢ abb6epaHTHOW AeBOM
NMOAKAKOUYMYHON apTepUen, rmMnonAa3us nepeLlerika aopTol,
6MKYCNMAAAbHBIA aopTanbHbll KAaanaH, AMIM Ha ¢oHe
aHEeBPU3MATMUECKOro BbIMAYMBAHMWSA; CUCTEMHAA AErovHas
rUNepTeH3unsl, AUCOYHKLMS aTPUOBEHTPUKYAAPHbIX KAana-
HOB; KOCBEHHbIE NPU3HAKN aAbBEOAO-UHTEPCTULIMAABHOTO
CMHAPOMAa; NPaBOCTOPOHHEE PAaCMOAOXEHUE MULLEBOAA.
Ha komnbtoTepHon Tomorpadun (KT) Ha 6-e CYyTKM XU3HU
6bIN0 06HapyxeHo cybapaxHOMAAAbHOE KPOBOMU3AWMAHWE
B A€BOM 3aTbIAOYHOM 0BAACTU, BEPOSITHO, HETPABMATUYE-
CKOro Xapakrtepa; Npu3Haku pacluMpeHns 6OKOBbIX XeAy-
AOYKOB, CybapaxHOMA@AbHOIO MPOCTPaAHCTBA B AEBOW 3aTbl-
AOYHOM 0BAACTH, aTpesuns XoaH, BPOXAEHHbIN NOPOK pa3Bu-
TUSI BHYTPEHHETO yXa (anAa3uns/ runonAasusa NoAyKpPYXXHbIX
KaHaAoB, MaAbdOpPMaLMA YAUTKKU ¢ 0BEeUX CTOPOH), 3aAHSA
koAobBOMa 060MX TAa3HbIx S6A0K. METOAOM MOCAEAYOLLEN
AVMHAMUYECKON HENPOBU3YyaAn3aLIMK Obina HEMPOCOHOMPa-
¢éua (HCT), cornacHo AaHHbIM KOTOPOW, Yy pebeHka Hapac-
TaAU NPU3HAKK ULIEMMUYECKU-TUMOKCUUYECKOTO NOopaxXeHun
rOAOBHOIO MO3ra, AUASITaLMA BOKOBbIX XEAYAOUKOB, 060NO-
YeYHOro NPOCTPaHCTBA, 3aAHEYEPENHOM IMKU, HapyLLUEeHWe
LuepebpanbHOWM reMOAMHAMUKK NO apTepranbHOMY PYCAY
(Basocnasm). Ha anekTposHuedanorpamme Ha 7-€ CyTKM
XW3HW pebeHKa BbIABAEHbI NPU3HAKKU TPyObIX AUPDY3HBIX
M3MEHEHWIM BUOINEKTPUUECKON aKTUBHOCTH FOAOBHOMO MO3-
ra, K 13-M cyTkam XW3HWU HaAUUuMe OUOINEKTPUUECKOMN
aKTMBHOCTW FOAOBHOrO Mo3ra He ObIAO 3aperucTpupoBa-
HO. Pe6eHOK HEOAHOKPATHO KOHCYABTUPOBAH HEBPOAOTOM;
M3HaYaAbHO MaLMEHT HAXOAMACA B CO3HaHWU, AOMUHUPO-
BaA CMHApPOM yrHeTeHusa LIHC; Ha ¢oHe nporpeccupoBa-
HUS CEePAEYHO-AErOYHOM HEAOCTATOYHOCTM U BblPaXXEHHOro
OTeKa roAOBHOIO MO3ra HEBPOAOTMYECKM OTMEeYanacb OTpH-
LateAbHasi AMHaMUKa, a UMEHHO, NOSABUAUCH GUBPUAAAD-
Hble NOAEePruBaHUA A3blKa, BbICOKME CYXOXMAbHO-MEPUO-
CTaAbHble pedAEKChbl C paclUMpPeEHUEM 30H, KAOHYCbI CTOM,
a ¢ 10-X CYyTOK XM3HW NapOKCU3MaAbHblE COCTOSAAHWS C Ha-
AMYMEM TOHUYECKUX CNAa3MOB, KAOHUUYECKUX MOAEPTUBaHUI
1N MUOKAOHUI BEPXHUX KOHEYHOCTEN. Ha peHTreHorpamme
OpraHoB rPyAHOM KAETKM MOSIBUAMCb M MPOrpeccupoBani
NPWU3HaKKU BblpaXeHHOW AEroyHon amMmedu3emMbl, MUHTEPCTU-

LUMaNbHOTO OTEKAa Aerkumx. Pe6eHOK KOHCYALTUPOBAH Kap-
AMOXMPYProM; C LeAbto 3akpbiTust OAT ¢ B-X CYTOK XU3HM
6bIA0 HauaTo BBEAEHME NpenapaTta ubynpodeHa «Mepes» -
1-e BBepeHue B po3e 10 MI/Kr, 3aTeM 2 MOCAEAYHOLLMX BBE-
AEHUs B A03€ 5 MI/KI, KaXAO€e C MHTepBanoM B 24 vaca.
B aMHamuke Ha OXO-KI Ha caeayroLime CyTKM oTMeYanach
HekoTopas NOAOXMTEAbHAA AMHamuKa (OAl ymeHbLUMACS
AO 4 MM), OAHAKO, ellle Yepes CYyTKM BHOBb AOCTUT MPEXHe-
ro AvameTpa 6 MM, Ha 8- CYTKM XW3HU AMaMeTp NPOToKa
UyTb YMEHBLUMACA A0 5,6 MM, COXpaHSACA A€BO-MpaBbli
cbpocC ¢ yCHAEHWEM NPU3HAKOB runonepdysnn HOAbLLOrO
Kpyra KpoBoobpalieHusi auctanbHee OAM. Ha 7-e cyTku
XW3HU Ha Y3U BHYTPEHHUX OPraHOB NOSIBUAMCb KOCBEHHbIE
NPU3HaKN CepPAEYHON HEAOCTAaTOUYHOCTU (TMAPOMEPUTOHEYM,
nepuBe3nKaAbHbIV OTEK, YBEAUUYEHUE AMHENHbBIX Pa3MepPOB
neyeHu, AMGPy3Hble U3MEHEHUS NAPEHXUMbI MOYEK), KOTO-
pble NPOrpeccrpoBaru B AMHaMUKe (renatoMeranmsi, rMApo-
NepUTOHEYM, CHUXEHWE nepdy3nn Noyek BNAOTb AO €€ OTCYT-
CTBUA Ha 16-e CYyTKM XM3HW)). HaunHasa ¢ 10-x CYyTOK XMU3HU
1 AO MOMEHTa CMepPTH pebeHKa COXPaHAACH BOAbLLIOIN OTKPbI-
ThIM apTepPUanbHbIi NPOTOK AnameTpoMm 5,6-6,6 MM ¢ BrHa-
NpaBAE€HHbIM, NPEUMYLLECTBEHHO AEBO-NPaBbIM HEPECTPUK-
TUBHbIM COpPOCOM, NpaBas Ayra aopTbl ¢ abbepaHTHOM AeBOWM
NMOAKAIOUYMYHON apTepuen, BUKYCNMAAAbHbIM KAANaH; Ha-
pacTana runepBOAEMUsi MANOro Kpyra KpoBoobpalleHus,
CUCTEMHAA AerovyHas runepTeHsns; NOSBUAMCH U HapacTa-
AV KOCBEHHbIE NPWU3HAKKW aAbBEOAAPHO-UHTEPCTULMAABHOTO
CMHAPOMa, OTEK MMOKapAa U MSATKMUX TKAHEW FPYAHON KAET-
KW. YuuTbIBasi NOABAEHWE W NPOrPeCcCMpPOBaHNE NOYEYHON
AMCOYHKLIMM (POCT MOYEBMHBI M KpeaTUHMHA, OAUFO-aHypUsl),
0T NOBTOPHOIO BBEAEHUA Npenaparta «Meaes» 6bIn0 peLue-
HO BO3AEPXaThbCsi; NPU CTabUAM3aLLUMM COCTOSIHUA NaLMeHTa
peLunTb BONPOC 0 XMpypruyeckon koppekunu OAM. Beuay
CTOMKOrO MPOrpeccrpoBaHKsA OCTPOrO NOYEYHOIO NOBPEXAE-
HusaA (OMM) ¢ ncxoAOM B aHYypUIO (OTCYTCTBME addeKTa OT TU-
TpoBaHuA pypocemuaa, 60AHOCHOro BBEAEHNS 5 % anbby-
MWHa C MOCAEAYKOLLMM TUTPOBAHWEM, OLLEeAaunBatoLLEN
Tepanuu), Ha 11-e CyTKU XMU3HU YCTAHOBAEH MEPUTOHEANB-
HbIV ApEeHaX, HauyaTa noyYeyHas 3aMecTUTEAbHAs Tepanums.
Ha 11-e cyTku BCAEACTBUE NPOrpeccMpoBaHUs CEPAEYHON
HepocTaToyHocTv (CH) pebeHok «noTpeboBan» KapAMOTOHU-
YeCKOW M Ba30MpecCopHOM NMOAAEPXKU B BO3paCTatoLLMX
AO3MPOBKax (A0namMmuH oT 5 A0 15 MKI/KI/MWH, appeHanmH
0,1-0,2 MKI/KI/MUH, @ TakXe NpOTMBOLLOKOBOW Tepanuu
TMAPOKOPTU30HOM 2 MI/Kr). C 11-X CyTOK XW3HW NOSIBU-
AVCb NPU3HAKK racTpo-UHTECTUHAABHOM HEAOCTATOUYHOCTH,
B CBA3M C YeM 3HTEpanbHoe obecrneueHne HbIA0 NpekpalLe-
HO, A@Ae€e NauMeHT NOAYyYan OrpaHUYEHHYHO MHOY3UOHHYIO
Tepanuio ¢ yyeTom 6asncHbIX 3HepreTuyeckux notpebHo-
CTEN C MaKCUMaAbHO BO3MOXHbIM OrpaHuyYeHneM pasBe-
AEHUS XM3HEHHO HEOOXOAMMBIX NpenapaToB. C POXAEHUS
Oblna Has3HaueHa aHTMBaKTepuaAbHaa Tepanusa (@MOKCH-
UMAAMH C KAABYAAHOBOW KMCAOTOM + amMuKauMWH), 3atem
NpoOM3BEAEHa POTaLMS HA MEPONEHEM U AMHE3O0AMA, YTO
00yCAOBAEHO HapacTaHWeM MPU3HAKOB GaKTepuanbHOro
BOCMaAeHUs1 B AaBOpaTopHbIX TecTax. YUnTblBasa runokoary-
ASILMIO MO AaHHbIM Koaryarorpamm (ABC-CUHAPOM KAMHUYE-
CKM (MHOXECTBEHHbIE FEMaTOMbl M NETEXUU HA KOXE TeAa)
1 AabopaTopHO), NPOBOAMAACH TpaHCHY3Usi CBEXE3AMOPO-
XEHHOW NAa3mbl, NpenapatoB «OKTanAac» (HEOAHOKPATHO),
«@nbpura»; ¢ LEAbO KOPPEKLMM KMCAOPOAHOM EMKOCTU KPO-
BY NepeArBanach 3pUTpoLMTapHan macca, OAHOrpynnHas
¢ nauueHToM. PebeHoK moayyan npenapatbl aabbymuHa
AN KOPPEKLMU TMNoanbbyMUHEMUM U BOAKOM-3CTIAHAEPHOM
OYHKUMK; MHPY3UMOHHYIO Tepanuio (KPUCTaAAOMABI AAA MOA-
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AEPXAHUS ONTUMAAbHbIX 3HAYEHWUI BOAHO-IAEKTPOAUTHOIO
6anaHca, HOPMOTAMKEMMM). YUUTbIBas KpanHe HU3KKWe 3Ha-
yeHus ypoBHeN MMMYHOrA0byAMHOB G, M, A B CbiBOpOTKE
KPOBM, aKLUMAEHTAAbHYIO UHBOAKOLIMIO TUMYCA MO A@HHbIM
Y3W, BBOAMACS npenapaT HOPMAAbHOIO YEeAOBEYECKOro
UMMYyHOrAOBYAHA YenoBeKa (<OKTaramy). YuuTbiBas nokasa-
TeAU TOPMOHOMETPUU (TMNOTUPEO03 AabopaTopHO), Ha3HauUeH
npenapaTt AeBOTUPOKCHH. C 12-x no 16-e CyTkM cocTosAHME
pebeHka pacLeHUBANOCh Kak KpaiHe Tsxenoe, HecTabuAb-
Hoe, BbIAK «yXKecToUeHbI» NnapameTpbl MBA, MHMUMMpPOBaHa
BbICOKOYACTOYHAA BEHTUAAALMSA, NPOAOAXKANACH MPOLEAY-
pa neputoHeaAbHOro AMaAM3a, KapAMOTOHWYECKan U Ba-
30MpeccopHasn NOAAEPXKa B BO3pacTatoLLMX AO3UPOBKaX.
Ha 16-e CYTKM XW3HM COCTOsIHWME pebeHKa YXYALIMAOCH
AO KpalHe TSXEAOro, 4to 06yCAOBAEHO ABAEHUSIMU CUCTEM-
HOWM MoAMOpPraHHon HepoctatouHocTu (CMOH): HecmoTpA
Ha «3anpeAeAbHble» AO3bl KAPAMOTOHUYECKOM U Ba3onpec-
COPHOM NOAAEPXKM, MPOrpeccnpoBana CepAEUYHO-AEroYHas
HEAOCTaTOYHOCTb (aAbBEOAO-KAMUAAAPHBIA CUHAPOM, TMA-
ponepukapa, BbipaxeHHas aHacapka, rmAPONepPUTOHEYM),
0CTpoe MnoyeyHoe MNoBpexXAeHue, LepebpanbHaa Koma,
CAEACTBMEM YEro IBUAACb CMEPTb NaLueHTa.

KAMHWYecKui anarHo3 (ocHoBHow): 1. MBIP: CHARGE-
CUHAPOM (BIC: 60ABLLLIONM OTKPbITbIN apTePUaAbHbIN MPOTOK
¢ 6UHaNpPaBAEHHbIM, MPEUMYLLLECTBEHHO AEBO-MPaBbIM He-
PECTPUKTMBHBIM cOPOCOM, NpaBas Ayra aopTbl (C abbepaHT-
HOM AEBOWM MOAKAKOUMYHON apTepuen); BUKYCNUAAAbHBbIN
aopTanbHbIM KAanaH 6e3 HapyLleHust GyHKLMK, TMNonAa3us
nepeLuerka aopTbl, AePEKT MEXMNPEACEPAHON NEPETOPOA-
KW; ABYCTOPOHHSAS aTpesus xoaH (MBA ¢ poxaeHus); TOpoK
pa3BUTUS OpraHa cAyxa (anAa3us/rMnonAasvsa NOAYKpYX-
HblX KaHaAOB ¢ 06eunx CTOPOH); BEHTPUKYAOMEraAns, pac-
lWMpeHue cybapaxHOMAAABHOIO MPOCTPAHCTBA, rMMonAa-
31A MO3XeUKa?; NOPOK Pa3BUTUA FEHUTAAWUI (ABYCTOPOH-
HUM KPUNTOPXM3M, MMKPOMEHWC); CUHAPOM reTepoTakcuu).

2. CybapaxHonmaaAbHOE KPOBOU3AUSHWE B A€BOM 3aTbl-
AOYHOW obracTu. HeoHaTanbHas aHUedanonaTna cMeLlaH-
HOro reHe3a TAXEeAOW CTeNeHU C BblpaXXeHHbIM YTHETEHUEM
CO3HaHMWA U AblxaHus, ByAbOaPHBIMU HaPYLIEHUAMMU.

3. MepBrYHbIA UMMYHOAEDUUUT(?). AKUMAEHTaAbHASA
WHBOAKOLMA TUMYCA.

OCAOXHEHUs1 OCHOBHOTO: feHepaAn3oBaHHas BHYTPU-
yTpobHana uHbeKkumsa, HeyTouHeHHas. CMOH: AH 3 cr,
HK 3 ct., OMMN 3 cT1., ABC-CMHAPOM; Nape3 KULLIEeYHUKa,
TOKCUKO-TUMOKCUYECKOE NOopaXeHWe nevyeHu; NnapokcnamManb-
HOE COCTOSIHWE C HaAMUMEM TOHMYECKUX CNAa3MOB, KAOHU-
YEeCKUX MOAEPTMBAHUI BEPXHUX KOHEYHOCTEN, MUOKAOHUI
BEPXHUX KOHEYHOCTEN. CUCTEMHANA AeroYHasn runepTeH3us
TSXXEAON CcTeneHu. AAbBEOAO-UHTEPCTULMAABHBIM CUHAPOM.
OTeUHbI CUHAPOM (ACUMT, OTEK MUOKapAa, TMAPOMNEPU-
KapA, BbipaXeHHasa aHacapka, rMAPONEPUTOHEYM).

ConyTcTBytoWMit: BpoXAeHHbIM runotupeos. Mpynna
naAAMaTUBHOM MEAULIMHCKOM nomMolm 1.

latororoaHaTOMMYECKMI AMarHo3

OcHoBHOe 3aboneBaHue (rAaBHoe): Q 87.8: MBIIP.
CHARGE-cuHaApom: BIC (OTKPbIThIM apTepUanbHbIN NPOTOK
(nepumeTp 2 cm), NpaBasa Ayra aopTbl, OUKYCNUAAAbHBIN
aopTaAbHbIM KAaMaH, rMrnonAasus nepeLuerika aopTbl (Nepu-
MeTp 1,2 cm), BTOPUUHBIN AePEKT MeXNPeEACEPAHON nepe-
rOPOAKM), ABYCTOPOHHSIS KOCTHAA atpes3unst xoaH, BEHTPUKY-
AOMEraAusi, anAasus/rMnonAasmns NOAYKPYXXHbIX KaHanoB
¢ 06eunx CTOPOH M 3aAHAS KonoBoMa 060MX rAa3HbIX SOAOK,
ABYCTOPOHHUI KPUNTOPXM3M U MUKPOMEHKC, AedopMaLms
YLWHbIX PAKOBWH, ABE AOAU NPABOro AErKoro.

Case from practice

9.2. OCcAOXHEHMST OCHOBHOro 3aboneBaHusi: ABC-cUHA-
POM: pacnpocTpaHeHHble UHPAPKTLI NOYEK C TPOMOO30M
apTEPUOA UHTEPCTULMA, HEKPO3 3NUTEANS KaHaAbLEB Mo-
YekK, KPOBOUSAUAHUA B MHTEPCTULIM, PacnpoCTpPaHEHHble
LIEHTPOAOBYASIPHBIE MOCTOBMAHbIE HEKPO3bl NEUYEHW; UHDAP-
KTbl Cene3eHKM; dopmupytowmecs Tpombbl B COCyAax MUO-
KapAa; ULLIEMWYECKUE MOBPEXAEHUS CAU3UCTON TOHKOM
M TOACTOM KULWLIKKW; ovaroBble KPOBOUBAUAHUA U HEKPO3
HEMPOHOB FOAOBHOIO MO3ra, oTeK Mo3ra. ImMouM3emaTos-
Hble UIBMEHEHUS U aTeAeKTa3bl MAPEHXUMbl AETKMUX. AKLM-
AEHTaAbHasi MHBOAOLMA TMMyca 4 cTeneHu. ABYCTOPOH-
HWUIM rnapoTopakc (o 40 MA), acUmT.

TAXECTb COCTOAHUA pebeHka U HebAaronpuaTHoe Te-
YyeHWe NaToAorMyeckoro npouecca 6bina, B NEPBYHO ove-
peAb, 06yCAOBAEHA HaAMUMEM KOMOWHUMPOBAHHOIO BPOX-
AEHHOro nopoka cepaua v cocypos (OAI (nepumeTp 2 cm),
BTOPWUHBIN AEPEKT MEXNPEACEPAHON NEPETOPOAKH, Npa-
Bas Ayra aopTbl, BUKYCNMAAAbHBIM @a0PTaAbHbIM KAGMaH, M-
nonaasus nepeLueika aoptbl (NnepumeTp 1,2 cMm), 4To Npu-
BEAO K BblpaXeHHbIM reMmoAuHaMU4YeCKUM HapyLleHnAam
M BbICTPO MPOrPECCUPYIOLLEN CEPAEUYHON HEAOCTATOUHO-
ctu. MpobAaeMa 3akAtOUYanach B COUETAHWUU TMNEPBOAEMUU
MaAOro Kpyra KpoBoobpaLleHUsi C CUCTEMHOM AETOYHOM K-
nepreHsven u runonepdysnm 6OAbLLOIO Kpyra KpoBoobpa-
LeHUSd. oTn ABYyHaNnpaBA€HHblE TEMOAUHAMUYECKHNE Ha-
pYLIEHUsI CO3AABaAAM CAOXHOCTb B NMPOBEAEHWU MEAMKaA-
MEHTO3HOM Tepanuu 1 XMpypruyeckoro aedeHus BIC, uto
NPUBEAO K NMOSBAEHUIO U CTPEMUTEABHOMY NPOrPecCcHUpoBa-
HWIO MOAMOPraHHOW HEAOCTATOYHOCTU U cMepTH pebeHka.

ABTOPbI 3asiIBASIIOT 006 OTCYTCTBMM KOHPAMKTA MHTE-
pecos.
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