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The article presents a literature review of chromosomal deletion syndrome — terminal deletion of the long arm of chro-
mosome 11, Jacobsen syndrome, manifested by skeletal abnormalities, congenital heart defects, developmental delay,
autism. The disease is of clinical interest in connection with a specific phenotype and life-threatening, but potentially
curable conditions: bleeding and immunodeficiency. The analysis of informationally significant genes of the chromo-
some 11 deletion site is presented. A case report of a girl with Jacobsen syndrome with a follow-up history of up to 6 years
is presented. In the observed case, previously unremarked symptoms were described: ataxia and retropulsion. The dif-
ferential diagnosis and criteria for hypomyelination syndrome are also analyzed. Recommendations are given for the ma-
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Cunnpom fxko6cena (CA) (OMIM: 147791) — xpomo-
COMHBIN IeAELIMOHHBIN CUHAPOM, O0YCJIOBIEHHbIA KOH-
LIEBOM Jejenueit JJIMHHOTO 1jeda XpoMocomsbl 11. Kiu-
HUYECKHE TIPOSIBJICHNS BKIIIOUAIOT CKEJIETHBIE aHOMAJTIH,
TPOMOOIIUTOIICHUIO, UMMYHOIS(MUITUT, BPOKACHHBIE IT0-
POKU cepilia, YMCTBEHHYIO OTCTAJIOCTh, ayTu3M [8, 19].

3abojieBaHNE OTHOCHUTCS K PEAKUM T'€HETHYCCKUM
paccTpoiictBaM. 3apeructpupoBaHo oosee 200 ciyyaeB
B Mupe, pacipoctpaHeHHOCTb — 1:100000 ¢ 2-KpaTHBIM
mpeodagaHueM XeHIIuH [19].

CuHnpoM BIiepBbIe onrcaH B 1973 . JaTCKUM TeHe-
tKoM Petrea Jacobsen, HabGII00aBIIMM CEMBIO, B 3 IIOKO-
JIEHHMSIX KOTOPOI OBbIIN BBISIBJICHBI TTAIIMEHTHI C TPAHCIOKA-
nueii 11g23, yHacaenoBaHHOM OT OTIA, UMEIOIIE TTOPOKH
Pa3BUTHS M YMCTBEHHYIO OTCTAJIOCTh. Y OHOTO U3 YICHOB
CeMbH BBISIBJIEHA TPUCOMUSI XpoMOCOMBI 11, 4yTo Koppe-
JIMPOBAJIO C MEHbIIIEH BHIPAXKEHHOCTHIO CUMITTOMOB [13].
IMosnHee ommcaHa KoHmeBas aeneums 11q23, q24, q25
de novo [23].

ITpokcumanbHbIie nenenyu 10 11g23.3 cBa3aHkbI ¢ pas-
BUTHEM TOJIONPO33HLIeATTNU, IIUKIIONUY U apuHAHIIeda-
JIMU U HECOBMECTUMEI ¢ X13HbI0 [23]. Touka pa3pniBa
JHK B nokyce 11q23.3 coBnamaet ¢ 30HOI MOBBIIIEHHOM
JioMKocCTH (fragile) XpoMOCOMBI, UyBCTBUTEJIBHOM K (poJia-
Ty — FRA11B, mostomy C$ oTHOCAT TakKe K oyar3a-
BUCUMBIM CHHIPOMAaM JIOMKUX ((pparuabHbBIX) XpPOMOCOM,
KOTOpbIE BKJIIOYAIOT TaKKe cuHIpoM Mapruna—besn [14,
17, 23].

Cpenn mHGOOPMAIIMOHHO 3HAYUMBIX <«ITOTEPSHHBIX»
YYaCTKOB JUIMHHOTIO I1JIe4a XpOMOCOMBI 11 BBIAEISIIOT FeHbI
BSX, NRGN, ETS-1, FLI-1, RICS (ARHGAP32). IlatueH-
THI ¢ 60JIee METKUMH ACJICIIUSIMU UMEIOT YaCTUIHBIN (be-
Hotun C [8].

Ien ETS-1, pacionoxeHHbIi B oonactu 11q24.3, aB-
JisieTcst (paKTOpOM TPaHCKPUIILINK, aCCOLIMMPOBAH C Ie-
dekTaMH MEXCKeTyIOYKOBOI MEePeropoaKd U MHoKapaa
JieBoro kenynouka [25]. Kpome Toro, ren ETS- 1 akcmipec-
CHpYyeTCs B KJIIETKaX MMMYHHOM CUCTEMBI U BIMSIET Ha IIPO-
ecchl muddepeHpoBKy T- n B-knetok. Jenemnus 3Toro
reHa accolmrpoBaHa ¢ T-uMMyHOIEe(bUIINTOM, TIOBBIIIICHH -
eMm konmmuecTBa IgG, IgE, Bkimouast ayroanTurena [25].

Ien FLI-1 noxanu3oBaH B 11q24.3, orBevaeT 3a nud-
(bepeHLIMPOBKY MerakapuoLUUTOB B KOCTHOM Moa3re. [la-
LIMEHTBI, MOHOaTeabHble 10 FLI-1, B 88,5 % ciydaeB
POXIAIOTCS ¢ TPOMOOLIMTONIEHUEN Y TPOMOOLIMTOIIATUEN,
peanusys cunapom Paris—Trousseau (ITapuc—Tpycco)
(OMIM: 188025). C TeueHMeM BpeMeHU KOJMYECCTBO
TPOMOOILIUTOB IIPUXOAUT B HOPMY, TOrIA KaK AUCHYHKIIVS
COXPAHSIETCS, YTO MOKET COIPOBOXKIATHCS XKU3HEYTPOXKa-
IOIIMMU KPOBOTEUEeHUSIMU [8].

Ien BSX (11q24.1) skcmpeccupyeTcsl B HelipoHax
runoTanzamyca, anudusa. Jenxenns 3Toro reHa accoiu-
MpOBaHA C II00ATbHBIM KOTHUTUBHBIM HapyIICHHUEM,
OCOOEHHO ¢ HapyllleHUEM CIYXOBOIo BHUMaHUs [5], u3-
MEHEHUSIMU ITUIIEBOTO MOBEACHMSI, HU3KMMU aHTPOIIO-

METPUYECKUMU ITOKa3aTeISIMU, HapyllIeHuneM KOHTPOJISI
JokoMouuu [24].

NRGN (HeiipornHINH) KapTUPOBaH B JJoKyce 11q24.2.
DTOT IreH KOIUPYeT CyOCTpaT IMOCTCUHATITUIECKOM IIpoTe-
WHKWHA3bI, KOTOPHI CBSI3bIBACT KAJIBMOIYJINH B OTCYTCT-
Bue Kanblus. [Ipennonaraercs, yto NRGN sBasieTcs nps-
MOUW MMUILEHBIO JJII TOPMOHOB IIUTOBUIHOU XEJE3bl
B Mo3re 4esioBeka. Ero moreps cBsizaHa ¢ ICUXUISCKUMU
HapylIeHUsIMU Ipu Turtotupeo3e u npu CA [18].

Ien RICS (ARHGAP32) xkaptupoBaH B JloKyce 11q24.3
M OTBEYAET 3a POCT ACHAPUTOB U aKCOHOB, CHHAIITOTCHE3
[1, 22]. Henenust RICS mposiBisieTcsI KIMHUKOMW pac-
CTpPOMCTB ayTucTHYecKoro criekrpa [1, 8, 21]. RICS-ne-
GULIMTHBIE HEHPOHBI IEMOHCTPUPYIOT CHIDKEHHE TTOBEPX-
HOCTHOW 3KCIIPECCUU PELENTOpa y-aMUHOMACIIHON
kuciaorel Tuna A (GABA,R) u ocnabnennyro GABA ,R-
OITOCPEIOBaHHYIO CMHANTUYECKYIOo ITepenauy. T. Nakamura
1 COABT. B OKCIIEpUMEHTE Ha XUBOTHOM Momean RICS—/—
ITOKa3aJIM YIy4IIeHUE COLIMATbHBIX HABBIKOB U TIOBEICHUS
Ha (poHe BBefeHUs KJIoHa3ermama [21].

KonnaecTBo «OTEPSTHHOrO» FeHETUYECKOTO MaTepH -
ajia KOppeampyeT CO CTeIICHBIO TSKeCTH IposiBieHuir CH.
Tak, noTepss HEOOJBIIOTO TUCTATBHOTO Y4acTKa MOXET
MIPOSIBIISITBCS] TOJIBKO JIMIIEBBIM TUCMOPGU3IMOM, TOTHA
Kak IToTepsI 6oJiee MPOTSKEHHOTO yY4acTKa COMPOBOXKIA-
eTCcsl TOPOKaMU pa3BUTHUs BHYTPEHHHUX OPTaHOB, BBIpa-
KEHHBIM MHTEJIJIEKTYaJIbHBIM AeduiuTom [8, 23].

Poxnenue 60 % neteit ¢ CA mpoucXoauT B CPOK, €C-
TECTBEHHBIM ITyTeM, CO CPSIHMMU ITOKA3aTSISIMH JUTMHBI
1 Macchl Tena. [Tocae poxXaeHusT JeTH 9acTO HyKIAloTCs
B JUIMTEJIFHOM IIPEeOBIBAHMHU B CTAIIOHAPE B CBSA3U C IO~
poKaMu cepana, KPOBOTEUYEHUSMU, TPYAHOCTIMU ITPU KOP-
miaenun. o 20 % nereit ¢ C4 moru6aior a0 2 JIeT OT BPOX-
JEHHBIX IOPOKOB cepAlia U KpoBoTeueHui [19].

JIuneBoii nucMopdU3M U aHOMAJIMU CKeJIeTa BhIpa-
JKEHBI y BCEX IMAIleHTOB C POXKICHMS; OITMCAHBI CIICIYIO-
e HapylIeHUs: TpUTOHOIeMaTus, TUTIEPTEIOPU3M,
KocomIasue, ITo3, IMIMpOoKas IMepeHOCUIIa, MaJeHbKUI
B3JIEPHYTHIA HOC, TOHKAsI BEpXHsIsl ryba, aHOMalIuu 3y0-
HOTO psina, HU3KO MOCAXKEHHBIC YITHBIE PAKOBUHBI, KO-
pPOTKasl IUPOKas 1IesA, CMHAAKTWINA, KIUHOAAKTUINS,
BpOXIeHHas Kocojarocts [11, 15, 19].

BonpiHcTBO ManueHToB (89 %) B McclenoBaHUU
M. Haghi 1 coaBT. UMeI HU3KHE aHTPOIIOMETPUIECKIE
I0oKa3aresiv, HO TOJIbKO Y 50 % BBISIBIISUICS Ae(ULIUT UHCY-
JMHOoTNoA00HOor0 hakTopa pocta [12].

Camag 6onbinag rpynma u3 110 mauuenroB ¢ CA onm-
cana P.D. Grossfeld u coasr. B 2004 1. [Toutn y Bcex nmaiu-
eHToB ¢ CA (94 %) ObLIM BbIpaXKeHbI MPOSIBJICHUS] CUH-
npoma Paris—Trousseau, 1ipy KOTOpOM TPOMOOLUTOIICHUST
Y HOBOPOXIEHHBIX MOXET JOCTUTATh KPUTUICCKUX 3HA-
yeHUii. Y 56 % nauyeHTOB ObLIY BbISIBIEHBI IIOPOKM CEP-
JIIIa Pa3IMIHON CTeTICHU TSLKECTH, BKITIOYAsl TUITOILIA3UIO
JIEBBIX OTHEJIOB CEPALA, TPEOYIOIINE PAHHETO XUPYPryuye-
CKOTO BMEIIIATEJIbCTBA BILIOTH 10 TPAHCIUIAHTAIIMI CEPILIA.
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OmucaHbl aHOMAJIUM Pa3BUTHUS KEJTYIOUYHO-KUIIIEYHOTO
TpakTa, OTHAKO TPYTHOCTHA KOPMJICHHST OOYCJIOBICHBI TaK-
e 1 opoaJlMMEeHTapHOI Aucipakcueii. B mojoBuHe ciy-
YyaeB OBLIM AMArHOCTUPOBAHBI ITOPOKM Pa3BUTHUS MTOYECK
(YnBoeHUe, TMIIOIUIA31sT) M MOYETIOIOBOM chephl (KpUII-
TOPXU3M, aHOMAJIMY CTPOSHMS BiIaraimina). boipimHeT-
BO MAIIMEHTOB IEMOHCTPUPOBAIN PA3IMIHBIC HAPYIICHUS
KPYITHOI 1 MEJIKOI MOTOPUKHM, MBIIIICUHYIO TUTIOTOHMIO.
HexoTophbie maiieHThI Hy:>KIaJI1Ch B CJTYXOBBIX ariaparax.
KoruutuBHOE pa3BuTHE BapbUPOBAJIO OT HOPMAJIbHOTO
koaddunuenta unremiekra (1Q) y 15 % mauneHTOB
IO YMEPEHHOI yMCTBEHHO# orcTanoct y 38 %. Cyno-
POXXHBIE IPUCTYITHl HOCWIA CUMITTOMAaTUYECKUI XapaKTep
1 BcTpevyanch MeHee yeMm B 1 % ciydaes [11].

IMpu CH onucaHbl M3MEHEHUSI B aHAIM3aX KPOBU:
rUroraMMarjao0yJIMHeMusl, CHIDKeHUe KojinuecTBa T-Kiie-
TOK, KOMOMHUpPOBaHHbI T- 1 B-KJ1eTOUHBII UMMYyHO 1€~
¢uumT, TmMmbonenus [2, 3, 7].

Heitposusyanuzanusa npu C4 B 65 % ciiydaeB BbIsB-
JIIeT CMHAPOM AU GYy3HONM TMIIOMUETMHU3AIUM, TAKXKe
BO3MOXKHBI CIIOHTAaHHBIC BHYTPUUYEPEITHBIC KPOBOM3IIHSI-
Hus [9].

IIpeacrapisieM onucaHue HAOJIIOAAEMOTO HAMU KJIU -
HUYECKOTO CITydas.

KnuHuueckui cnyyau

Bnepesobie cembs o6pamuaace 6 KAUHUKY, Koeda pebeHKy
06110 9 Mec, 05 npoxodicdenus Kypca 60CCMaHO8UMENbHO20
neyenus. OCHOBHOU X4cano00il Obiaa 3a0epiucKa pa3eumusi:
desouka He Moena cudems, NOA3AMb, OMCYMCME084AA Ne-
nemmas peue.

U3 anamuesa ncu3nu uzeecmno, 4mo 0e6ouka pojcoeHa
Mamepbio, cmpadaroueil paccesHHbIM ckaepo3om. Pebenok
om 4-ii bepemerrHocmu, npomexasuieli ¢ yepo30ii NPepbleaHusl
6 1 u Il mpumecmpax, eecmo3zom, om 2-x podoé nymem Ke-
capesa ceuenus Ha 33-ii Hedene eecmayuu (8vis61eHbl AOCO-
JAIOMHO KOPOMKAsi NYN0GUHA, UCOHYeHue naayenmst). Mac-
ca mena npu poxcdenuu — 1569 e, druna mena — 42 cm,
OKPYAHCHOCMb 2010861 — 31 cm, OKpycHOCMb 2pydu — 28 cm,
oyenka no wkane Aneap — 6/7 6anrnos. B cea3u c Hapacma-
Huem JbixamenbHol He0OCMAamoYHOCMU, 6AeHUAMU YMepeH-
Holl acpukcuu degouka bvlaa nepesedeHa 6 omoeneHue UH-
meHCUBHOIl mepanuu, ede HAxX00UAACb HA UCKYCCMBEHHOL
eenmuaayuu neekux ¢ meverue 3 cym. C 11-x cymok scusnu
6HOBb NPOCPECccUPOBAnU ObiXAmenbHble PACCMPOIiCMEa, 6bis16-
JIeHbl BHYMPUYMPOOHAs UHGDeK U HeYMOUHEeHHOU SMUoAoULL,
nHeeMOoHUs1, HeKkpomusupyrouuil sumepokoaum 11 cmaduu,
eéHympuicenydoukosoe kposousauanue I cmenenu. Hckyc-
CMBEHHAs BeHMUAAYUA Ae2KUX npoeodunace 6 meuerue I cym.
C yuemom ocobennocmeil gheHomuna nayueHmxu Ov.10 npose-
dero eenemuueckoe oocredosanue, evlasusuiee deaeyuro ONuH-
Hoeo naeua xpomocomol 11 (cundpom Hrxobcena). B danvheii-
uwem 0e6ouKa pazeusandcs ¢ 3a0epicKOll: YEepenHo 0epicand
207108y 6 NOAOICEHULU HA JCUGOME C ONOPOLL HA Npedniedbs
¢ 6—7 mec, Hauana nepesopavuBamsCs Ha Hcugom & 8 mec.

IlIpu ocmompe 6 6o3pacme 9 mec (ckoppueupo8aHHbulii
eo3pacm — 6,5—7,0 mec) ¢usuueckoe pazeumue pebenka
06110 HU3KUM, Macca meaa — 6700 e, OKpYIHCHOCMb 2010661 —
43 cm, 60avwoil poonuyok 1 x 1 cm. Boipascervt muoxscecm-
BEHHble cmueMbl OU3IMOPUO2EeHe3a: MPUeOHOYeanus, eunep-
menopusm, 6aeapodumos, SNUKAHM, KOPOMKUE 2AA3Hbie
weau, WUpoKas nepeHoCuya, KOpomxuil Hoc, 830epHymolii
KOHYUK HOCA, Y3Kas 6epXHss eyba, anomanuu 3y61oeo psoa,
ducnaacmuuHvie U HU3KO NOCANCEHHble YUIHbIE PAKOGUHDL
¢ deqhopmupo8aHHbIM 3a8UMKOM, WUPOKOE OCHOBAHUE UulelU,
OUCHPONOPYUOHANBHOCMb, YKOPOUeHUe KOHeHHOCMell, Naab-
yes, nonepeunas AA00HHAs CKAAOKA cAe6d, KAUHOOaKmuAus
V naavyes pyk, wiupokoe nynouroe Koavyo, 60pOHK00OpasHas
deghopmayus epyOHoll KaemKu.

Tpu oyerike HesponoeUecK020 CMamyca ommesanuch cxo-
Osueecst COOpYICeCmeeHHoe KOCo2aasue, AeeKull npasocmopoH-
HUl 2eMunapes, 3a0epiucka NCUXOMOMOPHO20 Pa3eUmusi: 0e6o4-
Ka nepeeopauueanach Ha JCUgOm CamoCmosmensto, opaia
NPEONONCEHHYIO USDYUIKY, YAbIOaAacs, eyauaa, IMOUUOHANBHO
peazuposana Ha mams. Omme4anucy cmepeomunuy 6 pyKax.

Jabopamopuvie uccaedosanus. B ananuzax Kposu evi-
sa61eHa mpau3umopras mpomooyumonenus 178— 118 meic.
E0/mKa ¢ nocaedyrouum cnoHmMauHuiM 60CCMAHOBACHUEM
0o 265 meic. Ed/mKa, aeiikoyumypusi 00 37 8 noae 3peHus,
pacuiupenue 4aueuHo-10XaHOYHOU CUCMeMbl npagoll NOYKU
10 pe3yabmamam yavmpas’eyk08020 Uccae008aHus.

Memodbt neiiposuzyaauzauuu. Komnviomepras momo-
epaghust 20106H020 M0O32A BbIABUAA CUMMEMPUYHOE CHUNCEHUE
naomHocmu benoeo geujecmea obeux eemucgep, ymeHvuueHue
Dpasmepos nepeduell yepenHou AMKU, paculuperue Melcnony-
wapHoil weau 0o 9 Mm 6 nepednux omoenax, acuMmempu4Hoe
pacuiuperue aamepanvHolx wieaet (puc. 1). Maenumno-pe-
30HAHCHASL MOMO2PaApUs 20108H020 MO32a 6 9 Mec OeMOH-
cmpuposasa cummempuuHoe nosviueHue MP-cuenana
OM UEHMPANbHBIX U Nepugheputeckux omoenos 6e10eo eeuje-
cmea 201061020 mo3ea 6 pexcumax T2 u FLAIR. Cmpykmypa
NOOKOPKOBbIX 0MOeN08, CMBOA0BBIX CPYKIYD U MO3HCEUKA
He usmenena (puc. 2).

Junamuxa pazeumus. B danrvheiimem coxpansanrace
3a0epicKa 08UeamenbHo20 pa3gumus, Xoms u Omme4andch
noaoNcumenvHas OUHAMUKA: 0e80UKa CAMOCMOSAMENbHO
cadumces nocae 1,5 eoda, ecmana y onopul 6 2 eoda, Havanra
Xo0ums ¢ 0nopoii ¢ sozpacma 3 eoda 2 mec; Ha4ara xo0umo
camocmosmenvto ¢ 4.1em. Ilpu eepmuxanuzayuu cmana A6HOU
crmamu4eckas U OUHAMUMECKAas AMAaKCUs ¢ PemponyabCusimMu,
He npusoouswumMu K nadenusm. Juuamuka ncuxopeuegozo
paseumus He HAOAIOOANAC: COXPAHAAUCH OMOCAbHbIE 36VKU,
38YKONOOPadCanue, upeoxa noIeAsSAUCh CA02U.

B 6o3pacme 1 coda 6 cea3u ¢ HapyuleHuem 2A10Manus
3an0003peHa AapuUHeOMAaNsIyus, 00HaKo 00c1ed08aHUe He NPo-
eodunocs. B smo Jce epems 06bL10 pekomeH008aHo 06caedo-
sanue y cyp0onoea 8 céa3u ¢ epPOAMHOL HelipoceHCOpHOl
myeoyxocmoio, 06credosanue makice He 0bl10 NPOBEOEHO.
Dusuueckoe pazeumue 0CmMasaioch Hux3ce cpeoHeeo: pocm
3— 10 nepyenmuns, macca mena 10—25 nepyenmuns.
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Puc. 1. Komnvromepnas momoepagus 201081020 M032a, AKCUANbHYIIL CPE3.
Tpueornoyeganus. Cummempuuroe CHudICEHUe NAOMHOCMU bea020 eeujeci-
64 20106H020 M032a

Fig. 1. Computed tomography scan, axial section. Trigonocephaly. Symmet-
ric hypointense of brain white matter

Puc. 2. Maenumno-peszonancuas momoepagpus, T2-pexcum, axcuanbHolii
cpes. Cummempu4Hblil 2UNePUHMEHCUBHBLIL CUSHAN 0€1020 8elyecmea 20106~
H020 MO32a

Fig. 2. T2-weighted magnetic resonance image, axial section. Symmetric
hyperintense of brain white matter
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Peeynspro npoeodunuce Kypcol 60cCMaHO8UMENbHOZO0 J1e-
ueHUsl, HelipONPOMeKmMUBHoL mepanuu (NOAY4aAQ AKMOBe2UH,
KopmeKcuH, naHmoaam) — 6e3 3Ha4UM0o20 KAUHUHECK020 3¢)-
gexma. Taxwce noaywanra Kypcol annapamuoil U OKKA3U-
OHHOU mepanuu y oppmanvmonoea 8 ces3u ¢ nopaxiceHuem
NOCMeeHUKYAAPHBIX 3DUMENbHbIX NYMell, eunepmemponuet
8bICOKOU CMeneHl ¢ ACIUsMAamu3mMoM, MOHOAAMEPANbHbIM,
PACXOOAUWUMCS HACMUHHO NAPEMUHECKUM KOCO2AA3UEM.

Ilcuxonoeo-nedacoeuueckas Koppexkyus He NPoBOOUAACD.
Ilapokcuzmanvuvix cocmosiHuii He ommeuanocs. Habarodanacs
2eMamon02om 8 ces3u ¢ nepuodu4ecKoll AeiKonenueil, noay-
yuna 2 Kypea 4enoeeqeckKoe0 UMMYH02A00YAUHA 6HYMPUBCH-
Ho. Habarodanacs Heghponoeom é ces3u ¢ 8podicOeHHbIM NOPO-
KoM pazeumus NOYKU: yOeoeHuem 4aule4HO-10XAHOUYHOU
cucmembl nPasoll NOUKU, XPOHUHECKUM NUeNOHepPUMOM;
nepenecaa myoy10uHmepCmuyUaibHulil Heghppum 6 eo3pacme
4 nem. Habawdaemces kapouonroeom ¢ Marimu GHOMAAUSIMU
pazeumus cepoya. B 2 eoda 11 mec 603nuKkA0 HOCOB0E KPO-
eomeueHue, nompebogasuiee 20CHUMANU3AUUL, He CONPOBO-
acoaroujeecss mpomboyumonenueil.

Heiiposuzyaauzauua 6 dunamuxe ¢ sospacme 1 200
10 mec svis6una Hogole ouaeu noswviuenus MP-cuenana 6 06-
AAcmu Mocma u npoooa208amozo mMosea, 00HaKo npu nocaeo-
Hem uccaedosanuu 6 gospacme 4 nem danHble ouaeu He 8U3Y-
aausuposanuce. Oba MP-ucciredosanus demoHcmpupyom
cmabunvHoe nosviuenuss MP-cuenana é obeux eemucgepax,
0e3 OuHamuku.

Koncyabmuposana eenemukom noemopHo 6 eo3pacme
3 eoda 5 mec. Ilpu uccaedosanuu Kapuomuna evisi6AeHa Xpo-
MOCOMHASI AHOMANUS: Deaelyusi ONUHHO20 NAe4d XPOMOCOMbL
11: 46 XX (11q-); y podumeneii danHnas deaeyuss omcymcm-
eyem. Ycemanoenen ouaenos CAH. Pexomendosarnvl Habawoe-
Hue Hegponoea, Heghponoea, opmoneoa, eeHemuKa, NCUXoN0-
20-nedaezozu4ecKas Koppekuus.

Ha momenm nanucanus cmamou 803pacm NAayueHmKu
cocmasasem 6 nem. B kaunuueckoil kapmuHe Ha nepeoHuil
NAQH 8bICMYNAOM HAPYUIEHUs NOGedeHUs: omcymcemeue ye-
NeHanpasaeHHbix Oelicmeuil, pasoeseHus CeOUX U YYICUX,
POAEBOIL Uepbl, peyUl, UMEIOM MeCmo PACMOPMONCEHHOCMb,
dsueamensvHble cmepeomunuu, 6okaiuzauuu. B nesponoeuue-
CKOM cmamyce COXPaHsiemcs cxoosueecs: Kocoanasue ¢ 08yx
CMOPOH; 2eMunapes peepeccuposan; CamocmosmenbHas Xo0b-
ba 6 npedenax KOMHAMbL, OMMeHaAOMCs OUHAMUYECKAs
amakcus u pemponynscuu npu xo0voe. IpouzeonvHoiili KoHmM-
poab Hao QyHKYUell ma308biX 0peano8 He cghopmuposar. Ecm
NIOPUPOBAHHYIO NUULY, NONEPXUBACICS NPU NPOAANbIBAHUU
KPYHHbIX KYCK08, YO S6A5eMCsl OMPatceHuem OUCHPaKCUL.

IIpencraBneHHbBIN KIMHUYECKUI CITydyaii B LIEJIOM COOT-
BeTcTBYeT nosiHoMYy CS, BeI3BaHHOMY de novo aenenyei
11923, ogHako uMeeT 0OCOOEHHOCTH 110 CPaBHEHMIO C JaH-
HBIMU JIUTEePaTyphl. ONIMCaHUS PETPOITYIECHH M MO3XKEIKO-
BOM aTaKCUM HE BCTPEYAIOTCS B JIATEPATYPE, ITOCBIILICHHONK
CZ1. TTo gaHHBIM HEHPOBU3YaTU3alN Y HALLIeH TAallMeHTKA
OTHOKPATHO BBISIBIISUTUCH O4Yary rnosbieHus: MP-curnana
B T2-pexxuMe B 001aCTH MOCTa M TIPOIOJITOBATOTO MO3ra.
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Bo3moxHO, 3TN N3MEHEHUST MUCIMHU3ALIMY HAIILTA CBOE
OTpakeHNe B KIIMHUYECKOM KapTrHe. C Ipyroii CTOPOHHI,
KOPKOBasI acTa3usi-ada3usi MOXET MMUTHPOBATh MO3KeT-
KOBYIO aTaKCHIO, a CUMIITOM X¢HHEpa HalIOMUHAET pe-
TPOMYJILCUH, YTO TaKXKe HeoOoxoanuMo auddepeHInpo-
BaTh.

Benyiuit HeiipopaguoJorniyecKuii CMHAPOM — TUIIO-
MMEIMHM3AINS, BBISIBJICHHBIN IIPY MATHUTHO-PE30HAHC-
HoIt ToMorpaduy y Hallleit MallMeHTKH, TpeOyeT IpoBe/e-
Husa guddepeHInaIbHOIO IUAarHo3a, Ipexae BCero,
¢ Tpymroii neiikoguctpoduii. B Halllem cirydyae oTCyTCT-
BOBJIM TaKHe CUMIITOMBI, KaK Perpecc pa3BUTHS, CYIO-
POXHBIE TIPUCTYIBI M IMCKUHE3NHU, a TAKXKE OTMEJaJICs
BBICOKMI MHIEKC CTUTM OIU33MOpHUOreHe3a, 9To He COOT-
BETCTBOBAJIO KIIMHUYECKOI KapTUHE NeMHUCTUHU3ALINM.
A.T. OcbopH peKOMeHIyeT NIeHTU(PUILINPOBATH TUTIOMUETTI -
HU3ALMIO TOJBKO MPU MOJYYEHUN UACHTUUHOTO M P-130-
OpaxkeHus 6eJI0To BellleCTBA B 2 AMHAMWYECKUX UCCIIET0-
BaHMUSX, a TAKXKE COMOCTABJISATh CTCIICHb MUCIMHU3ALINHI
¢ Bo3pacToM pebeHka. B Haiem ciryyae moBropHbie MP-uc-
crnegoBaHus B Bo3pacte 9 mec, 1 roga 10 mec u 4 roga
JIEMOHCTPUPOBAJIM CXOIHYIO KAPTUHY ITOBbILIeHUs1 M P-cur-
Haja oT 0eJioro BeliecTBa B T2-pexxrMe U He COOTBETCT-
BOBaJIX Bo3pacTy pebeHka. JuddepeHumanbHbI pa
TUTIOMMEIMHU3ALMY TAKKe BKITIOYAET HETOHOIIEHHOCTD,
9K30T€HHBIE TOKCUYECKHUE BO3ICHCTBUS B IIEPHOIE HOBO-
POXIEHHOCT! U IePBUYHBIE CUHIPOMBI THITOMUEIMHU-
3alluu, Takue Kak Oosie3Hb Ilenuneyca—Mepubaxepa.
VYauteiBas panHee BblsiBiieHHEe CS, B CTpYKType KOTOPOTO
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