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HeTunuuHblii cjiyyaid cHHAPpOMa JIBapAca B NPAKTHKE MeIuaTpa
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O6ocHoBanue. 11t cunapoma DBapyica XapaKTepHbl MHOXKECTBEHHbIC BPOXKIEHHBIE TIOPOKH Pa3BUTHSI U CBOCOOpa3Hble (DeHOTHUITH-
YeCcKHe IPU3HAKY, B TOM UHCIIe HApyIIEHHs] KOCTHO-MBIIICYHON cucTeMbl. Hamnune (peHOTHIMYeCKnX IPU3HAKOB M03BOJISIET YIIyd-
IIUTH PAHHIOIO MArHOCTHKY MOUuTH Y 90% HOBOPOXKIEHHBIX C JaHHOH MATOJNIOTUEH, IUIsl yTOYHEHHS AUArHO3a HEOOXOINMO TpoBe-
JICHUE TeHeTHYecKoro uccienoBanust. Llesibro onvcanus KIMHUYECKOro CIydast IBUJIOCh HETUIIMYHOE TeUEHNUE CHHApOMa DJiBap/ca.
Onucanue KJINHUYECKOTO ciay4asi. JleBouka A. HaOIIONANACh C POXKICHUS C CHHAPOMOM DIBapica, KOTOPBIH ObIT TMArHOCTH-
pOBaH TpH MpeHaTalbHOM CKPHHHUHIE Ha cpoke recrauuu 16/3 Hen y miona 3a cu€r BoszpacTtHoro ¢akropa cympyru (42 roga).
[TocTHATanbHO Y HOBOPOXXKIEHHOM OBUIHM BBISIBICHBI OTKJIIOHCHHUS OT U3BECTHBIX NPOSIBIICHHUH (peHOTHIIa CHHAPOMa DJBapica, YTo
BBI3BAJIO 3aTPYAHEHMS TIPH MOCTAHOBKE JHarHo3a. [lociae reHeTHIeckoro UCCIeI0BaHus B TeUeHHe | MeC JKH3HU y OOIbHOM OBLI
BBISIBJICH CHH/IPOM DfiBap/ca, TpucoMHas gpopma (Q91.0), npusenime k cMeptu pebéHka B Bo3pacte 2 Mec. CornocraBieHHe KITU-
HUYECKOTO U TTaTOJIOT0aHATOMHYECKOTO JAMArHO30B ITO3BOJIIIO MPEACTABUTH MOJHOTY KIMHHYECKHX HPOSBICHUH 3a001eBaHUS.
[TpencraBneHHbII KIMHUYECKUH MPUMEDP TEMOHCTPUPYET BaXKHYIO POJIb IPE- M HEOHATATBHOTO CKPUHHUHTA B PAHHEHN ANarHOCTUKE
XPOMOCOMHBIX 3a00JICBaHHI M ITOKA3bIBa€T 3HAYMMOCTH HEIPEPHIBHOTO MEJHKAMEHTO3HOIO COIPOBOXKACHUS OEPEMEHHOCTH H
CBOEBPEMEHHON KOPPEKIIMU CTPECCOBOTO paccTpoiicTBa poauteneil. Herunmuunoe mposiBIeHHe XpOMOCOMHOTO 3a00/I€BaHHS HE
OTpHIIAET ero HAINYUSL, I YTOYHEHHUS THarHo3a HeoOX0IMMO MPOBEJICHNE TeHETHYECKOTO HCCIIeJOBAHMS.
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An atypical case of Edwards syndrome in a pediatrician’s practice
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Introduction. Edwards syndrome is characterized by multiple congenital malformations and peculiar phenotypic signs. The pres-
ence of important phenotypic signs, including manifestations of the musculoskeletal system in almost 90% of newborns with this
pathology allows improving the chances of early diagnosis of chromosomal diseases, while their absence cannot deny the presence
of this disease. A genetic examination is necessary to clarify the diagnosis. The purpose of the description of the clinical case was
an atypical course of a previously known disease.

Case description. There is presented a description of a clinical case of a newborn with Edwards syndrome, which was observed
from birth. Owing to the introduction into clinical practice of the method of prenatal (ultrasound and biochemical) screening at the
time of 16/3 weeks, an increased genetic risk for the development of chromosomal abnormalities and /or congenital malformations
in the fetus was revealed according to the age factor of the mother (42 years). Postnatally, the birth of a newborn with a non-clas-
sical manifestation of the phenotype of Edwards syndrome caused difficulties in making a diagnosis. The genetic research made it
possible to establish trisomy 18, meiotic non-divergence, Edwards syndrome, trisomal form (Q91.0) in the infant during the first
month who died at the age of 2 months. Comparison of clinical and pathoanatomical diagnosis allowed presenting the completeness
of clinical manifestations of this disease.

The presented clinical example demonstrates the important role of pre- and neonatal screening in the early diagnosis of chromosomal
diseases and emphasizes the importance of continuous medication support, including work with parental stress and parental support.
An atypical manifestation of a chromosomal disease does not deny its presence and a genetic study is necessary to clarify the diagnosis.
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Oo6ocHoBaHHe

uHIpoM DaBapiaca (CD) — xpoMocoMHOE 3a0oeBa-

HUe, 00yCIOBICHHOE TpUcoMuUeit 1o 18-if xpoMocome,

IIpY KOTOPOHM B KJIETKAaX COAEPKHUTCS 47 XpOMOCOM.
Bonesnp nposBisieTcss MHOKECTBEHHBIMU IIOPOKaMU pa3BU-
THS, ONIPEEISIOIINME BHICOKYIO HEOHATAIBHYIO U MJIa/IeH-
YEeCKYI0 CMEPTHOCTb, & BBDKHUBIIHE A€TH UMEIOT 3HAYNTEIb-
Hble KOTHUTHUBHbBIE U JABUTaTeNbHble HapyieHus [1-3].

CyliecTBYIOT CIEAYIOIINE BAPHAHTHI ATOH MATOJIOTHU:

1) mo3anyHast TprucoMusl (HAJIMIHE JINITHEH XPOMOCOMBI
HE BO BCEX KIIETKaxX opranmuima) — 5—7% ciydaes;

2) yacTu4Has TPUCOMHUS (KOTZIA MPUCYTCTBYET TOJBKO
YacTh JMILIHEH XPOMOCOMBI) — 3% ciIydaces;

3) nosnHas Tpucomus (koraa peOEHOK Hacle yeT HOJIHYIO
JOIOJIHUTEIbHYI0 KONHUIO JIMIIHEH Xpomocombl) — 90%
cirydaeB, camast Tshkénasi popma.

[IpakTHyeckn Bo BCeX CIydasxX JIMIIHSAS XPOMOCOMA T10
MPOUCXOKICHNIO MaTepuHcKas [4]. PacmpocTpanéHHOCTH
C3 Bapeupyer ot 0,015 mo 0,02%, mo gactore 3aHUMaET
2-e MECTO Cpeid CHHIPOMOB MHOXKECTBEHHBIX MOPOKOB
pa3BuTus 1 Bcrpevaercs B mupe y 1 ma 3000-8000 HoBOpoO-
*KAEHHBIX, B Pecriyonuke Kazaxcran — y 1 ma 5000—6000
HOBOPOXKIEHHBIX. Puck poxnenus pedénka ¢ CD cymie-
CTBYET B JIIOOOH CyNpy)KeCKOH Iape; U3BECTHO, YTO TaKas
BEPOSITHOCTB BBIIIIE Y BO3PACTHBIX POJMTENCH (JITs1 )KEHIIH
crapire 45 et — 0,7%). Cpenn MitameHIeB )KEHCKOTO TToJ1a
0oJie3Hb BCTpeyaeTcs B 3 pasa 4Yamie, 4YeM CPEAd MallbiH-
k0B [S5]. BepemeHHOCTh MOXKET IpOTEKaTh Ha (HOHE MHOIO-
BOJMSI C THUIIOJUHAMHUEH II0a B yTpoOe, 4acTo POIbl Ha-
CTYNAaIOT Ha MO3IHUX Cpokax. IIpu oleHKe cTenmeHu pHucka
poxenust pedbénka ¢ CO y4UTHIBAIOTCS JTaHHBIE OMOXHMH-
YEeCKOro M YJIbTPa3ByKOBOI'O CKPHHUHIA, CPOK OepeMeHHO-
CTH, BO3pAcT ¥ Macca Telia )eHITUHEI [6]. bepeMeHHbIM, 110-
TQIAI0IIAM B TPYIIITY BBICOKOTO PHCKa, MPEIaraeTcs mpo-
BEJICHUE WHBA3MBHOW JOPOIOBOM MUATHOCTHKH (OMOIICHH
XOpHOHA, aMHHOIIEHTE3a, KOPJIOLEHTEe3a) C MOCIIEIyOIIM
KapHOTUIIMPOBAHHUEM ILIOAA.

Hanuume npeHatanbHOro AMarHos3a sIBJISETCS 3HAYU-
MBIM HE3aBUCHUMBIM (DaKTOPOM, HETaTHMBHO CBS3aHHBIM
C TPOJODKUTEIHHOCTBIO JKM3HM MilajeHna: 36% me-
Tell ¢ MpeHaTabHBIM JHATHO30M IMPOXWUIH MeHee 24 4,
u 47% ObulM BBIMKCAHBI 1O CcpaBHeHHMIO ¢ 1% u 87%
COOTBETCTBEHHO JIJISl JIETeH C MOCTHATAILHBIM JIMarHO30M
(» <0,01). My>xcKo#t o1, HU3Kasi Macca Teja Ipu poXkKae-
HUU, CEpJICUHbIC TOPOKH W/WJIH LepedpaibHbie aHOMAaTUN
Pa3BUTHUS TAaKXKE CYIIECTBEHHO CBSA3aHbI C YMEHbIIEHUEM
BeDKHBaemoctu (p < 0,05) [7].
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Hogopoxénnslie ¢ CO UMEIOT XapakTepHble (PEeHOTHUIIN-
4yecKue MPU3HAKU, [O3BOJIAIOIINE MIPEANOIOKUTh JAHHYIO
XPOMOCOMHYIO TaTosioruto. B nepByto odepenb oOpaiuaer
Ha ce0st BHUMaHUe (GopMma uepena ¢ mnpeolliaaHiueM Mpo-
JOJBHOTO pa3Mepa HaJ MOMEPEeYHBbIM, HHU3KHHA J100, BBI-
CTYNAIOUIMKA 3aThUJIOK, MAaJEHbKUW POT, MUKpO]TaIbMUS,
pacuienuHbl BepxHel ryObl u HEOA, SMMKAHT, MTO3, K30-
¢dTanbM, Kocorasue, KOpoTKas 1esi ¢ U30bITOUHON KOXKHOH
cxiagkoil [4]. Jledopmanuu YIIHBIX PAKOBUH BKJIIOUAIOT
MaJIeHbKHE MOUYKHU, OTCYTCTBHUE KO3EJIKOB, Y3KUE CIIyXOBbIE
MIPOXOJIbI, HU3KOE pacroyioKeHue yied. BHemrHuii 00k
JeTell JONONHSAETCS TUIHYHBIMH Je(OpMalisiMu CKelle-
Ta — C)KaTble KYJIaKM C YacTbIM MEPEKPBIBAHUEM BTOPHIM
NaJIbLIeM TPEThEro, a ISTHIM — YETBEPTOro, OTCYTCTBHE
JUCTaIbHON CrubaTeabHOM O0pO3/bl Ha MATOM Majble PYK,
TUITOIIJIa3Uel WM arjia3ueil MepBoro majblia KUCTEH, HOr-
Tell, 4aCcTo Mepepa3orHyThIM MEPBbIM IAJIbLEM Ha HOrax,
YKOPOYEHHOW TPYINHON, aHOMATTUSIMH PEOEP, BPOXKIEHHBIM
BBIBUXOM OeJipa, KOHCKO-BapyCHOMW CTOIOM, «CTOMON-KavaJ-
KOW», CUHIAKTHIIMEH BTOPOTO M TPETHETO IMAJBbIEB CTOM U
np. Hanmnane Takux (eHOTUIMYECKUX MPU3HAKOB MO3BOJIS-
€T YIy4IINTh PAHHIOIO AUATHOCTUKY, OJHAKO UX OTCYTCTBHE
HE MO3BOJISIET OTPULIATh HAIMYKE JaHHOTO 3a0oneBanus [§].

BakHbIMM JTMarHOCTUYECKMMH HCCIICIOBAaHUAMM, KO-
TOpbIE JOJDKHBI OBITH BBIIOJIHEHB! peO&HKy ¢ CD B mepBble
4achl JKU3HU, SBIISIOTCS METOJ KapUOTUIIMPOBAHUS, IXOKap-
muorpadus (IxoKID), ynerpasBykoBoe uccienopanue (Y3U1)
opranoB OpromrHo# nonoctu u Y3U nouek [9, 10]. dus Obl-
CTpO# TeHeTH4eCKo AuarHocTuku CO MPUMEHSIOT Onpee-
JIeHHE KOPOTKUX TaHAEMHBIX TOBTOPSIOMIMXCS JOKycoB [11].

Onucanue KIMHUYECKOTO caydasi

JleBouka A., poauiach B NEpUHATAIBHOM LEHTpe (yu-
pexnenue 11 yposus). M3 anamHe3a W3BeCTHO, 4TO pebE-
HOK OT 4-i1 6epeMeHHOCTH, 3-X CPOYHBIX OBICTPBIX CaMO-
MIPOM3BOJIEHBIX POIOB IpH cpoke recranuu 40 Hex 6 nHEH.
HacnenctBeHHbIl, cCeMEHHBIN aHAMHE3 HE OTATOIIEH. AKY-
IIepCKU aHaMHe3 oTsAroméH. Jlucnancepuslit yuér mno Oe-
pemenHocTH ¢ 12 Hen, xenmune 42 roma. bepemeHHOCTD
nporekana Ha (poHe XPOHUIECKON apTepruanbHON TUIepTEH-
3un, MakcuManbHoe noBsiienne AJ] 150/100 mm pt. cT., 110
MmoBOJy 4ero mnoimydana gonerut 250 mr no 1 Tabm. 3 paza
B JIeHb TIepopajibHO HenpepbiBHO. C OIM0o31aHneM IpoIia
1-i mpenaranbpHBIN cKpuHUHT B BHiae Y3UW mimona, mo pe-
3yJIBTaTaM KOTOPOTO ObLIa PEKOMEHIOBaHA KOHCYJIBTAIIHs
reHetuka. M3 3akiroueHusl reHeTHKa: OepeMeHHOCTh 16/3
HeJl, TPYIIIa MOBBIIIEHHOTO TeHETHYECKOTO PUCKA IO Pa3BH-
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THIO XPOMOCOMHOH aHOMAJIMH IO/ 32 CYET BO3PACTHOTO
¢dakropa. OT jqaybHEIIero 00CaeI0BaHUs POUTEIN OTKA-
3anuch, JaHHbIX Y3 B kapte HeT. Iloctynuia Ha poasl ¢
JIMarHO30M: OTATOLIEHHBIN aKyIEePCKHH aHaMHE3, MHOT'OBO-
nue. BHyTpuyTpoOHast MuHQeKIus riona. AHeMust 0epeMeH-
HOM JI€rKoli ctenieHn. OTEKHM, BEI3BAaHHBIE OEPEMEHHOCTBIO.
AprepuanbpHas T'HIEpTeH3Us 2 cTeneHu, puck 3. OxxupeHue
2 crerieHd. AMHUOTOMHS. YTPOXKAIOIIEe COCTOSTHHE TII0AA.
Konbrut. Ponel B 3aTBUIOYHOM TIPEIICKAHUH TUI0JA C OTHO-
KpaTHBIM TYTHM OOBUTHEM BOKPYT LIEH IUIOJA U BBIXOAOM
MEKOHHS B OKOJIOIUIOHBIE BOJbI. PEOEHOK poauics B CPOK,
Macca npu poxaenun 2850 1, anmuHa 48 cM; 3aKpuyai cpasy.
Onenka no mikane Anrap 6/7/7. OKpyXHOCTb TOJIOBBI —
35 oM, OKpy>KHOCTB Tpynu — 31 cm.

W3 anamHe3a Ooje3HM: JUAarHOCTHKA HACIEACTBEHHOM
MATOJIOTHN Y peO&HKa OCyIIecTBIeHa Oiarogapst UCIOb-
30BAHHUIO MIPEHATAIBHOTO CKPUHUHTA TPH CPOKE I'eCTaIlHH
16/3 Hen. bbul BBISBIICH MOBBIICHHBIH PUCK XPOMOCOMHOM
AQHOMAJIMM W/WIIM BPOXKAEHHOTO MOPOKA Pa3BUTHS Y IUIOAA
3a cu€r Bo3pacTtHoro Qakropa cynpyru (42 roma). Crpecc,
BBI3BAHHBIN COOOIIEHNEM O BPOXKIEHHON MATOJIOIHMHU ILIO-
Jla, IpUBEN poAMTeNel K UTHOPUPOBAHHUIO PEKOMEHIALUi
CHELUAIUCTOB, OTKa3dy OT JAUCIAHCEPHOro HaOJIoieHUs
BIUIOTH JI0 POJIOB, OTKa3y OT peO&HKa ITOCIIe POXK/ICHUS.

[MocTHaTanbHO y HOBOPOXKIEHHOW OBUTH BBISIBJICHBI OT-
KJIOHEHHsI OT U3BECTHBIX MposiBieHnd (eHotrna CO, 4To
BBI3BAJIO 3aTPYyAHEHHS MPU MMOCTaHOBKE AuarHosa. [Ipose-
JNEHHOE TeHEeTHYECKOe HCCIeoBaHne B TedyeHue 1-ro mecs-
11a JKU3HU MO3BOJIMJIO YCTAHOBUTH JAUArHO3: TpUCOMUS 18,
Meioruueckoe HepacxoxkneHue, CO, TpucomHas ¢dopma
(Q91.0). Ponurenn pebGEHKAa OTKAa3aIMCh OT IPOBEACHUS
oOciieioBanus  (peHoTUIIUECKH 370poBBl). C MOMeHTa
YCTaHOBJICHUS AMarHo3a peOEHOK PEeryasipHO HaOIromascs
HEOHATOJIOTOM, TEeAHaTPOM, KapAHOIOrOM, T€HETHKOM, He-
BPOJIOTOM.

CocrosiHue HOBOPOXIEHHOW NMPH POXKIACHUHM OBUIO Ts-
KENBIM 32 CUET TSHKENON 1IepeOpaNbHON UIIEMUH, CHHJIPO-
Ma yrHeTeHHs IeHTpanbHOi HepBHOU cuctemsbl (LIHC),
BpoxaénHoro mopoka cepana (BIIC). CocarenbHbiii 1
[JIOTATENBHBIA pPeIIEKCh OTCYTCTBOBAIN, KOPMIICHUE TIPO-
BOJIIIIOCH Yepe3 30H[. KoxKHbIe TIOKPOBBI PO30BBIC, CyXHeE.
MHOXECTBEHHBIE CTUTMBI JTU33MOpPHOTEHE3a: JTOIUXOLe-
(danuueckast opma deperna, HU3KUK JI0O, BBICTYIAIONIHNA
3aTBUIOK, MUHAAJIEBUIHBIM pa3pe3 a3, MaJeHbKUH poOT ¢
TOHKOI BepxHel ry0oil, omyIieHHble YIvibl pTa, HU3KO pac-
II0JIO’KEHHBIE YIIHbIE PAKOBUHBI, NITO3 BeK. JlpIXaHue Iys-
PHIIBHOE, IPOBOIUIIOCH TT0 BCEM MOJISIM. [IpIXaTebHBIX pac-
CTpOMCTB He oTMedanocs. Ilomyuana kuciopos uepes HO-
coBoi karerep. ToHbI cepamna rpomkue, putMuuasle, YCC
123 yn/mMuH, 1O JIEBOMY Kparo TPYAHHBI BBISBIEH TPYObIid
CUCTOJIMYECKUI [IyM, BBIPOKEHHBIN B 3—4-M Mexpedephe.
[Tynbcanmsa Ha nepudepudeckux cocyaax YIOBIETBOPH-
tenbHas. [eMoaunamuka crabuibHas. JKUBOT NpaBUILHOM
(OpMBI, CUMMETPHUYEH, HE B3AYyT, P HaJbHAlUU MATKUH,
0e300e3HeHHbl. [leuens u cene3énka He yBenuueHsl. I1o-
JIOBBIE OpTaHbl TPEJCTABICHBI 10 XCHCKOMY THITY, HEJO-
pa3BUTHL. [IBIDKEHHUS B Ta300€IPEHHBIX CYCTaBax HE B ITOJI-
HOM 00bEMe. CTyll M1 MOYEHCITyCKaHHe 0e3 0COOCHHOCTEH.
HeBponoruueckuii craryc: AeBOYKAa B CO3HAHUHU, Bsas.
OMmonunoHaneHas cepa CHIKEHA, JTUIO THIIOMUMHYHO, Ha
OKpYXaloUUX He pearupyer. bonpioi ponHuyok 2 X 3 cM
BBIMOJTHEH, MIBBI OTKPBITHI. OOIIast MbIIIeUHast TUIIOTOHHSI.

Co cTopons! 12 map uepernHo-MO3TrOBBIX HEPBOB: CXOJAIIEE
kocornazue. @oropeakiuu coxpaneHsl. CiryX He HapyIIeH.
Hucrarm He onpenensics.

[TepBbie 7 nHeli peOEHOK HAXOMMJIICS B OTIEIICHUU pea-
HUMallMM U UHTEHCUBHOH Tepamnuu, Ha (oHe MPOBEAEHHO-
IO JIEYEHUS] COCTOSHUE OCTaBajoch TKENBbIM. CoxpaHscs
cunnpom yraerenus [{HC, mosBunmuch paHHHE CHMITTOMBI
HEJIOCTaTOYHOCTH KpoBooOpamieHus. C 7-ro JHS KH3-
HU OonbHast ObLIa TepeBeieHa B OTACICHUE IaTOJIOTHH
HOBOPOX/ICHHBIX, HAOIIOaNach C MpeIBapUTEIbHBIM JTU-
arHo3om: xpomocomHasi abeppauusi, BIIC: medext mex-
enmynoukoBoit nieperopoaku (IAMXKII), nedext mexmpen-
cepaHoi ieperopoku (JIMIIIT), oTKpBITHIN apTepuaIbHbIHA
IIPOTOK, HEIOCTATOYHOCTh KPOBOOOpaleHus 1-2 creneHu.
LepeOpanpHas umemust Tsk€noil creneHu. CUHAPOM yrI-
verernst L{THC. lucrnasust Taz00eapeHHBIX cycTaBoB. [Ipu
HelipocoHorpaduu ObLIM yCTAaHOBIICHBI IIPHU3HAKH HE3PEIO-
CTH CTPYKTYp ToJIOBHOTO MO3ra, mopokoB [THC He BhIsBIIE-
Ho. [Tpu Ox0oKI': cucronmueckas GyHKIHSA JIEBOTO JKEITyI04-
Ka coxpaHeHa. 30HbI JIOKAJIbHOW TUIIOKUHE3UH HE JIOLUPO-
BaJINCh. MuTpanbHas perypruranus | crenenu. unaranun
JeBbIX TosiocTell HeT. TpukycnuaaiabHas perypruranus 1
crenienu. [Ipu3Haky GyHKIMOHHUPYIOIIETO OTKPBITOTO apTe-
PHATBHOTO MTPOTOKA, NTYHTHPOBAHNE B JIEBYIO BETBb JIErOU-
HOU aprepuu, 00bEM IIYHTHPOBaHUs cpeqHuid. Peryprura-
U Ha KjamnaHe JIETOYHOW apTepuu He Oojee 1 cremeHH.
pusznaxu JIMXKII ¢ myHTHpOBaHMEM ClieBa HAIIPABO, 00b-
€M LIYHTHPOBaHUS HEOONBLION. YMepeHHas JuaTaus mo-
JIOCTH IIPABOT'0 XKeIyJ0uKa, yMEpEeHHAas IUIaTalus OJI0CTH
[IpaBOro mpenacepaus. Junaranuu cTBosia U BeTBEH JIEroy-
HOI aprepun HeT. LIlyHT 4epe3 MexXImpencepaHyro mepero-
POZKY, 00BbEM IIYHTUPOBAHUSI HEOONBIION. 3aCTOS B HHK-
Hel moJioli BeHe HeT. JIuctku nepukapaa 0e3 0co0eHHOCTEH.
Brinora B nepukape U miIeBpadbHbIX MOJOCTIX HET. [Ipu
peHTreHorpaduu Ta300eAPEHHOr0 CyCcTaBa: MPU3HAKHU JIBY-
CTOPOHHEH AMCIIIa3UHM Ta300€APEHHBIX CYCTaBOB (IOIBBI-
BUX). Y3 opraHoB OpIOIIHON MOJIOCTH: YMEPEHHBIE M-
(by3HbIe U3MEHEHUs B IIe4eHU. AHAJIN3 KPOBU Ha KapUOTHIL
Ha 10-e cyTku >xu3HU: TpucoMus 18, MeiloTudyeckoe Hepac-
xoxenne CO, tpucomuas ¢popma (Q91.0). Koncynsramnms
HEBPOIIATOJIOTra: liepeOpaabHast UIIEMUsI TSHKEION CTeNeHH,
cunapom yraerenus [[HC. Koncympramms xapaumomora:
npusHaku BITIC — JIMKII, IMIIII B cpenneit TpeTH.

Kaunnuecknii iuarno3: CO, rpucomHas popma (Q91.0).
BIIC (AMIXKII. JIMIIIT). ITocnencTBusi cMeIIaHHOTO TOpa-
senunst HTHC Tsoxénoit crenenn. CUHIPOM JIBUTATENIHHBIX Ha-
pyweHuil. Jlucmiasus Ta300eJpeHHbIX CyCTaBOB.

B nunamuke cocrosHue GOJIBHON OCTaBanoCh CTaOUIIb-
HO TSDKEIBIM 3a CYET CEpACYHOM M JBIXaTE€IbHOW HENOCTa-
toyHoctH, nopaxenus [IHC, napacratomel aexommneHca-
uuu BIIC.

OxoKI" B Bo3pacte 1,5 mec: cucronuueckas (QyHKIHS
JIeBOTO JKENIylo4YKa coxXpaHeHa. MurpaibHas peryprura-
s 1 crenenu. TpukycnunansHas perypruramus 1 cremne-
Hu. [Ipusnaku JIMXII ¢ nryHTHMpOBaHHEM clieBa HAaIPaBo,
00BEM IIyHTUPOBaHUs HEOONBIION. YMEepeHHAs AHIaTaIns
TIOJIOCTH TMIPABOTO JKEIIyAOYKa, YMEPEHHAs! AujaTanus Io-
JIOCTH IIpaBoro mpezacepaus. [lunaranuu cTBoja U BeTBeH
nérouHoil aprepun HeT. [Ipu3HAKM 3aKpBHITHS OTKPBITOTO
apTepuaibHOro mnpotoka. LIIyHT uyepe3 MexmpencepIHyio
HeperoposiKy, 00bEM IIyHTUPOBAaHU HEOONbLIOH. 3acToll B
HWJKHEH NOJION BeHe He BbIpakeH. JIErounas rumnepreH3us
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1 crenenn. lllynTe! HE onpenensuch. BeimoTa B nepukapzae
Y TIEBPAIBHBIX MOJIOCTSAX HET.

OOmmii aHanu3 KpoBU B Bo3pacte 1,5 Mec: reMorioOnH
99 1/n, spurpouutsl 3,8 % 10'2, nerHoi mokasarens 0,77,
tpombouuThl 58 % 10°, nefikouutst 30 % 10°, Muenonutsr 1,
METaMUEJIOLUTHI 4, aJ0uKosAepHbIE 12, CerMeHTOosAepHbIE
61, omactsr 4, mononwutsl 4, mumdorutser 12, COD 7.

OOmmii aHajaM3 KpOBM B JWHAMUKE, Yepe3 3 JHS: Te-
mMorto6uH 94 1/1, sputpormts 3,19 x 10!, nBeTHON MOKa-
3arens 0,88, TpombOormTer 62 % 10°, peTukyaoruTsl 44%,
nedkouuTsl 57 % 10°, MuenouuTsl 2, METaMUEIOLUTEI 4,
najoukosjiepHbie 12, cermeHTosiiepHbie 62, OmacTel 6, MO-
HouuThl 2, muMdpormtel 12, COD 10. YuuTeiBas n3MeHEHHS
KIMHUKU U JaHHBIE JJAOOPAaTOPHBIX aHAIU30B (JIEHKOLUTO3,
CJIBUT BIICBO JI0O METAMHEIIOLHUTOB, OnacTeMusi, TpomOo-
LUTOIIEHHS], TUTIOXPOMHAsI aHeMHs JIETKOW CTEneHH), Obl-
JIM TIPOBEJICHBI KOHCYJBTALMsI T€MaToJiora M CTEpHAIbHAs
MyHKIMs. Pe3ynabraTsl TeMaToorn4eckoro MCCIIEA0BaHUS:
KOCTHBIM MO3T KJIETOYHBIN, MPEACTABIEH BCEMH POCTKAMU
KpPOBETBOpeHUs. [ paHynonuTapHblii pocTok yrHeréH. MH-
JeKc JedkouTsl/apurpouutsl — 0,6. Co3peBaHHe KIETOK
HapymeHo. MHuaexkc cospeBanus HedTpodwmioB 1,1. 3a-
JIepy)KKa CO3pEBaHUsI Ha YPOBHE MOJNOABIX (GopM. KpacHsrii
POCTOK pasapak€H. MHIAEKC CO3pEeBaHMs 3PUTPOKAPUOLIM-
toB 0,88. KpoBeTBOpeHHe M0 HOPMOOIACTHUECKOMY THITY.
Merakapuoruts! 0—-1-0 B nmpenapare. BricTaBnen guartos:
JleiikemouniHast peakiusi HeHTpoduiIbHOrO TUMA. TpomOo-
LUTONEHUS Kak mposeieHue CO.

B Bo3pacte 2 mec y pebeHka Ha QoHe KpaiiHe TsDKENOro
cocrosiHud, aexkomnencauun BIIC npowusomuta ocraHoBKa
CepIeYHON JEATENbHOCTH W JbIXaHWs. PeaHMMallMmOHHBIC
MepornpusTus Obutn 6e3 dddekra.

[IpoBeneHo MaTONIOrOAaHATOMUYECKOE HCCIIEOBAHUE.
Tpyn peG€HKa KEHCKOro TO0Jia, MPAaBUIBHOTO TEJIOCIOKE-
HUSl, YAOBIETBOPUTEIBHOTO MUTAHUS, C MHOKECTBEHHBIMH
CTUIMaMH Ju33MOpHoreHesa. BemecTBo Mo3ra Ha paspese
ci1ab0 KOHTYpHpYyeTcs Ha cepoe U Oenoe. Mo3KedoK ume-
€T c1a0OBBIPAKCHHBIH JPEBOBUAHBIA PUCYHOK CTPOCHHMS.
CepJiie yBeJIMYEHO B pa3Mepax 3a cuéT runeprpoduu cre-
HOK IPaBOTO, JIEBOTO KEIMYJTOUYKOB M PACIINPEHUS WX TOJIO0-
cTeit. B MeMOpaHO3HON 9acTH MEXIKEITYIOYKOBON TEePero-
poKu AeeKT cTeHKH auaMeTpoM J10 0,7 CM ¢ OMO30J1eIIBIMU
kpasiMu. [ledyeHb OOBIYHBIX Pa3MepOB, MOBEPXHOCTH IVIaJ-
Kas, Onectsias, Ha pa3pe3e TKaHb MEYEHHW DINHHCTO-KO-
PHUUHEBOIO 11BeTa, NécTpas, aneMuuHas. HaxnodyeuHuxu -
CTOBUIHOHM ()OPMBI, MO3TOBOH CIIOH ayTonn3upoBaH. [loukn
CHastHbI MKy COO0H HIKHUMH TIOJTIOCAMH B €TMHYIO TIOI-
KOBOOOpa3HYyIO MOYKY, Karcylia CHUMAETCS JIETKO, OOHaxast
JIOJIBYATYI0 CEPO-KOPUYHEBYIO IOBEPXHOCTh, Ha pa3pese
KOPKOBBIH CIIOW OJEeJHO-CEphlif, MO3TOBOH — KPacHO-KO-
PHUYHEBBI, CITU3UCTas JIOXaHOK OJIeTHO-cepasl.

MocmepTtHbiii quarno3: OcuHoBHolt — (Q91.0) Tpwm-
comus 18, MefloTyeckoe HepacxokaeHue (IoJIHask TPUCO-
must). Conyrcrytome — (D72.8) pyrue yTouHEHHBIE
HapylIeHus OeIIbIX KPOBSIHBIX KIeTOK, (Q21.0) BIIC. Bpox-
néunaeii JIMXKII, (Q63.1) Bpoxxaénnas martonorust pa3Bu-
TUs1 MO4YeBOU cucTeMbl. [logkoBooOpa3Has mouka, (D50.8)
pyrue sxene301epUIUTHbIC aHEMHUH.

OobcyxneHue

VY pe6énka ¢ CD ¢ periecCCUBHBIM TUIIOM HACJICOBaHUS,
CIEIUICHHBIM ¢ X-XpPOMOCOMOH, TOCTUTIIETO 2-MECIIHOTO

CASE REPORT

BO3pacTa, ObUIM BBISBJICHBI MHOXXCCTBEHHBIC BPOXKIEHHBIC
MIOPOKU Pa3BUTHS U CTHIMBI JTU33MOpHoreHesa. B ornene-
HUH MPOBEICHB! KOMIIEKCHOE 00CIe0BaHNe U KOHCYIbTa-
LM CIIELHAJINCTOB, KOHCEPBaTUBHAS M CUMITOMAaTHYeCKas
Tepanusd. Y 00JIbHONW JOMUHUPOBAJIM MPOSIBICHUS HE0CTa-
TOYyHOCTH KpoBooOpamenust 3a cuér JMXKII, ormewanuch
BbIpakeHHbIe Tpu3Haku yraereHuss [[THC 3a cuér nemo-
pa3BUTHSI MO3TOBOTO BEIIECTBA. BBUIM BBIBIEHBI TaKKe
MOAKOBOOOpa3Hasi MOYKa, HEIOPa3BUTHE MO3TOBOTO OT/IE-
Jla Ha/IMMOYEYHUKOB, YyTHETEHNE I'PAaHYJIOIUTAPHOTO POCTKA
KOCTHOTO MO3Ta, ICHKeMOU/IHASI PeaKIHsi HeUTPO(DUITBHOTO
THUIIA, TPOMOOLIUTONIEHHS, IPUBE/IINE K CMEPTH B BO3pacTe
2 mec.

B npuBenéHHOM KIMHHYECKOM CIIydae TMpeICTaBICHBI
IIpeHaTajlbHas U HeoHaranbHas auarsoctuka CO. Y neBod-
KM OTCYTCTBOBQJIM THITMYHBIE CUMITTOMBI CO CTOPOHBI KOCT-
HO-MBIIIIEYHOW CHCTEMBI, TAKWE KaK CKPEIICHHBIC MaJIbIIbI
KHCTEH, 4TO BBI3BAJIO 3aTPYIHEHMS B INArHOCTHKE JAHHOM
MaToJIOTHH Mocie poxkaeHus. CrudaTeny najablieB U KUCTH
MIOCTOSHHO HAlpsDKEHbI, U3-3a 4ero OOJIBIION majen 1 Mu-
3MHell KaK Obl MMPUKPBIBAIOT OCTAJbHbIEC MalbLbl, KOTOPbIE
IIPY 3TOM NPMIKaThl K JaJoHu. JlaHHBII cuMnToM Habona-
€TCS TIPH MHOTHX BPOXIEHHBIX MATOJIOTUSIX M HE SIBIISICTCS
xapakTepHbiM nMeHHO Uit CO. Tem He MeHee npu 00HAPY-
JKEHUH KUCTHU MOA0OHOM (popMBI HEOOXOIMMO TIPEIIIONATaTh
CD, kotopblii HabroaeTcst mouTH y 90% HOBOPOXKAEHHBIX
¢ nanHo natoznorueii [8, 12]. [IpencraBieHHbIN ciTy4aii Io-
Kazajl Takke HEeOOXOAMMOCTh MCHXOJOTHMYECKOH MOIIepxK-
KU poAMTeNel, HalpaBIeHHOW Ha yMEHBIIEHHE UX CTpec-
ca U TPEBO)KHOCTU C MOMEHTa IUAarHOCTHKHM IOpOKa WM
xpomocomHO# maronorun [13—15]. Jleuenune nereit ¢ CO
SIBIISIETCSI CIIOKHBIM. Jl0 HelaBHETO BpeMeHH TpucoMus 18
cuuTanachk 0OJIE3HbIO, HECOBMECTHMOM C KU3HBIO, C BHICO-
KM TPOLIEHTOM IIJTAHOBO NPEPhIBaeMbIX OEpeMEHHOCTEH U
OTKa30M OT JieueHust. OJJHAKO COBPEMEHHbIE MEIHIINHCKHE
BMEIIATeJIbCTBA U3MEHWIN BDKUBAHUE JIETeH C 9TUM IOPO-
koM. [IpoBenéHHBI HAMU aHANM3 TaKUX IOKa3aresel, Kak
IIIAHCHI Ha BBDKMBAHUE M BOCIPUATHE KauyecTBa )KU3HU, 110-
Kazaj, 4To TprcoMus 18 Oombile He cunTaercsi OOJIE3HBIO,
HECOBMECTHUMOM ¢ Xu3HbIO [3, 5]. Jluckyccus B nmutepary-
pe CMecCTHIIach B CTOPOHY OIIPEJIEJIEHUS] TAKTUKH JICUEHUS,
KOTOpO€ IeNecO00pa3HO HAYMHATh MPU POXKICHUU TaKOTO
6onbHOTO [5]. CyliecTByIOT JiBa MEAMIIMHCKUX TOAX0/a K
9TUM OOJIBHBIM: JTMOO0 NMaJIMATUBHAS TOMOILb, TH00 BMelIa-
TEJIbCTBA, IpoAJieBatoye Xu3Hb [16]. be3 MexununHckoro
BMeLIaTesIbeTBa 10 1 roxa goskuBarot uiib 10% O0NIbHBIX,
1o 10 ner — ne 6onee 1% [17]. [Ipu cnenmanu3npoBaHHON
TTOMOIITM BBDKHBAEMOCTH jJocturaet 23% B Bo3pacTe 5 Jier
[18-20]. ITpn 4acTHYHOI TPUCOMHHU MK MO3au4HOH hopme
CHH/IpOMa ITPOrHO3 HECKOJIBKO Jryuliie. CpeHsis MpoaoIKu-
TEJILHOCTD JKU3HH TIPH 9TOM YBEIMYHUBACTCA 10 HECKOJIBKUX
ner [21, 22].

Takum o0pa3oMm, BONPOCH! NMPOQHIAKTHKA U aHTEHa-
TajnbHOW nuarHocTuku COD akryanbHbl. Hetunudssle mpo-
SIBIICHHSI 9TOTO CHHIPOMAa HE OTPUIAIOT ero Hamuums. J{is
YTOYHEHHS JMarHo3a HEOOXOMUMO TIPOBEJACHHE T'CHETH-
yeckoro uccienosanus. bonpHeix ¢ CO mocie poxaeHHS
HEOOXOJMMO HAIpaBIISATh B CIICHHATHM3UPOBAHHbBIC OTIEIe-
HUS JUISL JICYSHUS! BPOXKIEHHBIX MMOPOKOB Pa3BUTHS, B KO-
TOPBIX NPOM3BOIUTCA MX 00CIENOBaHME, JIEYCHUE, BHIOOD
XUPYPrUYECKOro BMEIATENbCTBa, JIEYEHUE B Iocieonepa-
LIMOHHOM IepHOoJie, Ha3HAYEeHUE U MIPOBEICHUE TOBTOPHBIX
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KypcoB peabunuranun. CiaxxeHHas padoTa CIIeIHAIHCTOB
u npodeccuoHansHoe odIeHne OyTyT CocOOCTBOBATH JI0-
CTIDKEHHUIO OJaronpHUsTHOTO MPOTHO3a IS )KU3HHU KaXKI0TO
MalMeHTa, CTPAJAIOLIEero HaClIeACTBEHHBIM 3a00IeBaHUEM.
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