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CHUHAPOM BJIOXA-CYJBUBEPTEPA. Yacms 11

YO «benopycckuu 2ocyoapcmeennvitl MEOQUUUHCKUL YHUBEPCUMEm >

Menanobaacmos Baoxa-Cyavybepzepa (nedepkanue nuzmenma) npedcmasisem coooi pedxuil
HeUPO-3KMOOePMANLHBLU MYJbIMUCUCTNEMHBLI CUHOPOM. B dannoi nybauxayuu npueodumcs npu-
Mep KAuHuueckozo nHabaodenus pebénka ¢ cundpomom nedepxanus nuemenmad. Onucanvl xapax-
mepnvle nPoseLeHUs IMozo zenodepmamosa. Ilpu aezkom mewenuu xapmuna 6071e3HU 0ZPAHULU-
8aeMCsl NOPAKEHUEM KOKU U ee NPUOAMKO8 C NOCMENEHHbIM PezpeccoM 6NL0Mb 00 NOJH0Z0 UCUE3-
HOBeHUSL UX 6 nepuod nosoeozo cospesanus. Taxenoe meuenue 3axa0OUAeMcs 6 CUCTNEMHOM
nopaenuu, npexoe 6cezo, HepeHol cucmemvl. Mozym ommeuamvca Hapywenus 6UCUEPATLHLLY
opzanos. Hedocmamounocmv ummynumema y dmux oemetl CONPOB0KOAEMCS MHOKECMEEHHbLMU
ungpexyuamu, Komopuvie npuodam Hnepedko K Cencucy u iemanvromy ucxody. Koxnvie npossie-
HUS CUHOPOMA UMeNU Mecmo Yy 0e6ouKu ¢ nepevix Oneu Kusnu. B obwem ananusze xkposu nocie
poxdenus ommeuanracy svipaxennas sosunopuaus (30 %). 3a nepuod nabrodenus 6 meuenue
08Yx nem Ku3nu y pebenKa umeau Mecmo uacmole npocmyonvle 3a001e6aAHUs KAK NPOSBIEHUE CHUL-
KEHH020 UMMYHHOZ0 cmamyca. [lopaxenus uenmpanivHol HepeHoU CUCmeMbl U 6HYMPEHHUX 0p2a-
HOG Y 0e60UKU He GbLSAGAEHO. DMO NO3GOLIEM NPEONOLOKUME JOCNAMOUHO OLAZONPUSMHBLL NPO-
2H03 01151 KU3HU Y 0anH020 pebenkd.

Katouesvie crosa: cunopom baoxa-Cynvybepzepa, kiunuueckoe nabdaodenue, nopoku paseu-
musi, CAyuau KAUHULEeCK020 HAO00eHus:, demu.

A. V. Sukalo, L. B. Zhydko, V. S. Zhogalskaya
BLOCH-SULZBERGER SYNDROME. Part I1

Resume: melanoblastoz Bloch-Sulzberger (pigment incontinence) is a rare neuro-ectodermal multi-
system syndrome. This publication is an example of clinical observation of a child with the syndrome
of urinary pigment described characteristic manifestations of this genodermatosis. With easy flow,
the picture of the disease is limited to the defeat of the skin and its appendages with gradual regres-
sion until they disappear completely during puberty. A severe course consists in systemic damage,
primarily of the nervous system. Violations of visceral organs may occur. Insufficiency of immunity
in these children is accompanied by multiple infections, which often lead to sepsis and death. Cutaneous
manifestations of the syndrome in the girl took place from the first days of life. In the general analysis
of blood after birth, pronounced eosinophilia (30 %) was noted. During the observation period
of observation during two years of life, the child had frequent catarrhal diseases as a manifestation
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of a decreased immune status. There are no lesions of the central nervous system and internal organs
in the girl. This allows us to assume a fairly favorable prognosis for the life of this child.
Key words: syndrome Bloch-Sulzberger, clinical observation, developmental defects, case of clinical

observation, children.

CI/IH,quM Bbnoxa-Cynbubeprepa — peakas reHetuye-
CKasl NaTofiorus, NPosABAAIOLLAACS NOPaXKEHUEM KOXMU
1N e€ NPOU3BOAHbIX: BONOC, HOrTeW, 3y60B, NOTOBbLIX U Callb-
HbIX Xenes, a TakXKe NopoKamMu pa3BMUTUSA CO CTOPOHbI pas-
JIN4HbIX OpraHoB peb6éHKka. AHOManuu 3peHns BCTpevatTes
Yy Ka)XAoro TpeTbero nauuveHta B BUAE MMKPOOdTaibMuUK
(4awe cMMMETPUYHOM), aTpOdUK 3pPUTENbHBIX HEPBOB, PETU-
HOMaTuW, KaTapaKTbl, NCEBAOITIMOMbI, PETPONIEHTapPHON GUBPO-
nnasuu; B 33 % cny4aeB UMEIKTCS HEBPOJIOrMYECKUE NPOSAB-
NeHus [1, 2], Tak1Me KaK cydopOXKHbI CUHAPOM, cnacTMyecKas
napannerus, yMcTBeHHas OTCTaNoCTb, KOTopas Habntogaet-
cs B 16 % cnyyaeB [1] UK y KaXkaoro LecToro nauueHTa [2].
B onucaHun BHELWHUX KIMHUYECKWUX NPOSBIEHNIA OTMEYanUCh:
aHOManuu ckeneta (CKONMO3, pacluenneHme Ten NO3BOHKOB,
KoconanocTb, Aedbopmauum Yepena), oTCTaBaHWe B pocTe, fe-
dopmaums ywHbIX pakoBKH, reMuatpodus.

Moa Hawunm HabnwgeHnem B TevyeHue NepBbIX ABYX NieT
YKM3HW HaxoAunacb [eBOYKa, 3aKpenieHHas 3a O4HOM U3 AeT-
CKUX MONMMKNNHKUK ropofa MuHCKa.

Pe6eHoK oT nepBor 6epeMeHHOCTH, MPOoTEKaBLUEN Ha hOoHe
yrpo3bl NpepbiBaHns B cpoke 10-11 Heaenb, OCTPOW pecnu-
pPaTOPHON MHDEKLIMKN, OCTPOro BPOHXMTA Yy MaTeEPU Ha PaHHUX
CpoKax rectauuu. MaTb — toHaa nepeopoasiias (16 net), cum-
TaeT cebs u oTua pebEHKa 340POBbIMMK, GpaK HEPOACTBEH-
HblM. Hannyne TepatoreHHoro BO34enCcTBMA BO BpeMs 6epe-
MEHHOCTU oTpuuaeT. Poannacb AeBoYKa NyTEM MIaHOBOro
KecapeBa cevyeHus B cpoke 38 Hegenb. Macca npu poxae-
HuKM cocTtaBuna 3600,0 r, anvHa Tena — 50,0 cM, OKPYKHOCTb
ronosbl — 35,0 cM, OKpy»KHOCTb rpyan — 34,0 cm. MNokasartenu
dU314EeCKOro pa3BuUTUS CpefHUe No ANIMHE U Macce Tena co-
rMacHO CPoKy rectaumun. OueHka no wrane Anrap 8/8 6annos.
CocTosiHME NpY pOXAeHWM yaoBneTBopuTesnbHoe. o pesynb-
TaTam nabopatopHoro o6cnefoBaHns pebEHKa B 0OLEM aHa-
JIN3€ KPOBM B NEPBbIE CYTKMU MOCE POXKAEHUS: SPUTPOLMUTBI —
5,98x10712/n, remorno6uH — 207 r/n, neikouutbl — 30,5x101°/n,
nanoykoagepHole HenTpodunbl — 7 %, CEerMeHTosAepHbIe
HenTpoodunbl — 6 %, 303uHODGUNBLI — 31 %, MUMOUUTLI —
42 %, mOHOUMUTBI — 12 %, CO3 — 2 mm/4ac, TPOMOOLUTbI —
237x10/%/n, oTMeYanucb U3MEHEHWS B BUE BblpaXKEHHOM
303UHOGUNNK, NelKounTo3a. PE6EHOK B poaaoMe NpUBKT Npo-
TMB renatmta B («QyBaKc B») n npotuB Ty6epKynesa (BLUK—-M).

Ha 8 cyTKM nocne poxxaeHus Ha Koxe noagbopoaKa v nba
B He6GONbLIOM KONMYecTBe NOsSIBUNACH CbiNb BE3UKYNO0-Many-
NE3HOro xapaKktepa gvametpoM 0,5-2 cm € Cepo3HbIM coaep-
MUMbIM. BbICTaBNeH AnarHo3: TOKCUYECKas aputema, BHyTpU-
YyTPOGHasA MHOEKUUSA (BO3ZMOXHO, repneTU4eCcKomn aTMoIoruu).
Pe6EHOK NepeBeAeH ANg AasbHenwero o6¢cneaoBaH1a 1 ne-
yeHusa B PHIL «Matb n guts». Mpy nocTynneHnn coctosiHne
cpenHen TsecTtu. Mpu nabopatopHoM ob6cnefoBaHuM pe-
6EHKa B 06LIEM aHaNN3e KPOBK: IPUTPOLUTLI — 4,22x10M2/n,
remMorno6uH — 132 r/n, neikountbl — 13x107°/n, nano4yko-
aaepHble HenTpodunbl — 2 %, cermeHTosAepHbIE HENTPODUIIbI —
19 %, 303nHOodUNbI =10 %, AMmdouunTbl — 52 %, MOHOLUTBI —
6 %, CO3 — 2 mm/yvac, TpoMboLUTbl — 270x10A%/n. OTmeYa-
JIMCb U3MEHEHUS B BMAE 303MHODUANKU C TEHAEHUMEN K ee
CHUXEHMIO.

B 6uoxMmuyeckom aHanM3e KPoBM: [JlOKO3a —
5,52 MmMonb/n, MoYyeBMHa — 2,5 MMOJb/N, 06WMIA 6ENOoK —
69 r/n, CPb — 0 mr/n, wenoyHasa ¢ocdataza — 287 E[], 6u-

Mpy6unH — 4,9 MKMOnb/N, anaHWMHamMWMHOTpaHchepaza -—
23 E[l/n, acnapTaTtamuHoTpaHcdepasa — 45 E[1/n, Kanbuumn —
2,0 MMOnb/n.

B 06Liem aHann3e moyn 6e3 OTKIOHEHWN: yAebHbIN BEC —
1006, uBeT — XenTbli, peakumsa — Kucnas, 6enokK, rKo3a,
aUEeToH-0TpMUATENbHbIE, MIOCKMIA 3aNUTennn — 2—-3 B nose
3peHus, nenkountoel — O—1 B none 3peHuns. Konporpamma —
6e3 natonoruu. leBoyka o6cnenoBaHa Ha BHYTPUYTPOOGHbIE
MHbeKuun metogom NPA — pesynbTaT oTpULaTENbHbIN.

B negmaTtpuyeckom oTaeneHuy BbIMOMHEHO MHCTPYMEH-
TanbHoe o6cnepoBaHue peb6éHKa. Ha 3KIT putm cuHyco-
Bbll, BEPTUKaNbHOE MOJIOXKEHME INEKTPUYECKON OCK cepaLia.
Mpw ynbTpa3ByKOBOM UCCNEA0BaHUN cepAaLa BbiiBIEHO GYHK-
LMOHMpPYIOLLLEE OBalbHOE OKHO, AOMONHWUTENIbHAA XopAa 1eBo-
ro »kenyaoyka. CokpatutenbHaa GpyHKLMA N€BOro Xenyaoy-
Ka yaoBneTBopuTenbHas. o pesynbratam yabTpa3ByKOBOro
nccnefoBaHUs OpraHoB GPIOWHOM NONOCTU — MUHUMAbHbIN
rMAPOKaNMKO3 06eunx noyek. Mpu ynbTpacoHorpadun ronos-
HOro MO3ra — MEPUBEHTPUKYNAPHOE KPOBOM3NUSAHME | cTe-
NneHn cneBa, aCUMMETPUSA MepefHUX POroB GOKOBbLIX XKeny-
[OYKOB, MPU3HAKK NEPEBEHTPUKYIAPHOIO OTEKA. [10 AaHHbIM
Y3U Ta306epeHHbIX CycTaBOB 6€3 BUANMOM NaToNormnu.

Pe6EHOK KOHCYNbTMPOBaH crneuvanucTamu. Mpu ocMoTpe
odpTanbMoNoroM porosuua Npo3payHa, rnasHoe AHo B npeje-
nax Hopmbl. OTopuHONapuHronor — 6e3 NaTonoruun, optTones —
TYronoABMXXHOCTb B Ta306e[peHHbIx cycTaBax. HeBpono-
romM AMarHoCTMpOBaHa 3aepXKKa NCUXOMOTOPHOI0 pa3BUTHS
BCNeAcTBME 3HUedanonatum HOBOPOXKAEHHOTO.

[leBoYKa KOHCYNbTMPOBaHa reHETUKOM, BbICTaBMIEH Anar-
HO3 cuHapom bnoxa-Cynbubeprepa Ha OCHOBaHUM KIUHU-
YECKMX NPOSIBNEHUN U NabopaTOpHbIX AAHHbBIX MO MPUYUHE
OTCYTCTBMM BO3MOXHOCTEW MPOBELEHUS TUCTONIONMYECKOro
N MONEKYNAPHO-TEHETUYECKOro UccnefoBaHnin. PekomeHao-
BaHO reHeTn4ecKoe o6crnefoBaHme.

[unarHo3 npw BbinucKe: cuHapom bnoxa-Cynbubeprepa.
Manble aHOManuu pasBuTMA ceppua (OTKpbIToe oBafbHOEe
OTBEpPCTUE, AOMNONHUTENbHAA Xopaa NeBOro }enygoyka). 3a-
[eprKKa NCMXOMOTOPHOro pasBUTUS BCneacTBUe aHuedano-
naTmmn HoBopoxaeHHoro. HCV-3KCNOHUPOBaHHbIN PEGEHOK.

B Bo3pacte 1,5 mecsua 6bina rocnutanM3npoBaHa
B Y3 «opoackasa ageTcKkas MUHOEKUMOHHas KinHnyeckas 60/b-
HWL@» C AMarHO30M: ocTpas pecnuMpaTopHas MHOEKLIMS, OCTPbIN
pUHODAPUHIUT.

Ha MoOMeHT nocTynfnieHns oTMeyanocb NoBblllEeHUE TEM-
nepaTtypbl Tena go 38 °C, Kalenb, cbinb. COCTOSHWE AEBOYKM
cpefHen cTeneHu TIXeCTH.

O6Wwuit aHann3 KPoOBKM NPW MOCTYNIEHUN C HEBbIPAXEH-
HbIMW M3MEHEHUAMWU BOCMANUTENbHOIO XapaKTepa: 3puTpo-
unTbl — 4,3x10A*2/n, remornobuH — 136 r/n, NneMKounTbl —
14,6x107%/n, nanoykosifepHble HenTpodunbl — 6 %, cermeH-
TosiAepHble Heutpodunbl — 39 %, numoounTbl — 42 %,
303UHODUIBI — 5 %, MOHOUMUTBI — 8 %, CO3 — 6 MM/4ac, TpoM-
6ounTbl — 319x10/°/n. B 06Lem aHanmMse Moin — 6e3 narto-
noruun. B Maske U3 HOCOrnoTku Ha dnopy BbigeneH Staphylo-
coccus saprofiticus.

Mo pesynbTatam WHCTPYMEHTaNbHOro o6cnefoBaHUs
Ha 3/1eKTPOKapAMorpaMMe OTMeYancs YCKOPEHHbIA CUHYCO-
Bbl PUTM, OTK/IOHEHME 3NTIEKTPUYECKOM OCH cepfLia BNpaBso.
Mpu ynbTpa3ByKOBOM MCCNeLOBaHUKU cepaLa NOATBEPKAEHO
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Hanmyve QYHKLMOHUPYIOLEro OBajibHOrO0 OTBEPCTUS, aHo-
MaJibHO PacmnoIoXXEeHHOM XOPAbl IEBOO XenyaoyKa

O6BbEKTUMBHO MPWM OCMOTPE OTMEYaNnCb BE3WUKYNSPHble
3/1eMEHTbl CbINW JIMHEMHO Ha CrubaTesbHbIX MOBEPXHOCTSAX
KOHEYHOCTEN U TyNoBuLLa, KOTOPbIE BbIMAAENN KaK BE3UKY-
Nbl AnaMeTpoM A0 2 cm 6e3 0TCNoeHus anuaepmuca. [eBoy-
Ka OCMOTpeHa OTOPUHONAPUHIOSIONOM, BbICTaBNEH AWArHo3:
ocTpast pecnupaTtopHas UHOEKLUUS, OCTPbI PUHODAPUHTUT.

Monyyana aHTMGaKTepuanbHble npenapatbl, MyKOUTH-
KW, NPOBMOTUKK, GU3NOTEPaANEeBTUHECKOE IeYeHme.

BbinvcaHa n3 ctauMoHapa ¢ AMarHo30M: ocTpas pecnu-
paTopHasa MHGEeKUus, ocTpbiM puHodapuHrnt. CuHapom broxa-
Cynbubeprepa. Manble aHoManMu pa3BuTUsa cepaua (OTKpbl-
TOe OBasibHOE 0TBepCTUe, AOMNONHUTENbHAA XopAa eBOro xe-
NnyaoyKa). 3ajgeprka ncMxoMOTOPHOro PasBUTUS, BCNeaCTBME
sHuedanonatMn HoBopoXaeHHoro. HCV-aKCnoHUpOBaHHbIN
peGEHOK.

CocTosiHMe Mnpu BbINUCKE YAOBNIETBOPUTENBHOE, Macca
Tena — 4400,0 r, anivHa Tena — 54,0 CM, OKPYXHOCTb rofiIoBbl —
37,0 cM, OKpy»KHOCTb rpyan — 37,0 cm.

B 2 mecsua aeBo4Ka 0CMOTpPEHA HEBPOJIOrOM, BbiCTaBNEH
[AMarHo3: 3afieprKKka MOTOPHOro pa3BUTUS BCNIEACTBUE Liepe-
6panbHON MemMun. PekomeHL0BaHO NPOBECTH Kype L-KapHu-
TWHa B TeyeHue 1 mecsla, MacCcax.

B 3 mecsiua 13HM NpoBefeHO ynbTpa3ByKoBoe obceie-
[l0BaHWe NoYeK — BbisiB/IeHa ABYXCTOPOHHAS KalIMKO3KTa3us,
INdPy3Hble UBMEHEHUS B NApeHXMMe 060MX NMOYEK.

B Tpexmecsa4yHOM BO3pacTe AeBOYKa MOBTOPHO HaxoAu-
flacb Ha nevyeHun B [JEeTCKON MHOEKUWOHHOM KJIMHUYECKOM
60/bHULE C AMarHO30M: OCTpas pecnupaTtopHas MHbeKUMS,
OCTpPbIY 6POHXMT, [1H .

B otgeneHuun B peadynbtaTe NpoBeAEHHOIO 1abopaTopHO-
ro o6cnenoBaHus B 06LLEM aHaINM3e KPOBM BbIIBIEHbI U3Me-
HEHWs BOCNaNWTENIbHOrO xapaKkTepa, 303MHOGUANS (NeNKOo-
UMThl — 25,8x107%/n, nanoykoaaepHble HenTpodunbl — 13 %,
303nHOGUbI — 8 %, CO3 — 10 Mm/4ac), Npuy BbIMUCKE BCE MNO-
KazaTtenn HopManu3oBasiucb. BUOXMMUYECKUIN aHaNU3 KPOBMU
Ha MOMEHT NOCTYN/ieHUs 6€e3 BUANMbIX OTKJIOHEHMA. O6LW KM
aHann3 MOYM M aHan3 MoYM No HeynnopeHKo npv noctynne-
HUK B HOpPMeE.

Mpwn peHTreHorpadun rpyaHoM KAeTKM BO BPEMS MOCTyn-
NIeHUs B CTALlMOHAp — KapTMHa OCTPOro 6poHxumTa.

AneKkTpokapauorpadus: cuHycoBasi Taxukapausi, YCC
150-166/MnH; HOpMaibHOE MOJIOXKEHME ANEKTPUYECKOMN OCH
cepaua; BblparkeHHble U3MeHeHns B MUoKapae. Npu yneTpa-
3BYKOBOM 06cCfejoBaHn1 cepala — GyHKLUMOHMpYloLee oBab-
HOEe OKHO, aHOMallbHO Pacro/IOXKEeHHas XopAa IeBOro Xeny-
[04Ka; KaMepbl cepjLa He pacluMpeHbl; KnanaHHbiv annapar
He U3MEHEH; CoKpaTuTenbHasa OYHKLUSA MUOKapaa yaoBnet-
BOpUTENbHASA.

[leBOYKa KOHCYNbTUpPOBaHa FEHETUMKOM, MOATBEPXKAEH
avarHos cuHgpoma bnoxa-Cynbubeprepa.

BbinvcaHa 13 cTauMoHapa ¢ AMarHo30M: OCTPbIn GPOH-
xuT. CuHgpom bnoxa-Cynbubeprepa. Manbie aHomanuu pas-
BUTKSA cepaLa (OTKPbITOe OBaslbHOE OTBEPCTHE, AOMONHUTEb-
Has xopAa NeBOro enygouyka). 3ajepyka MCUXOMOTOPHO-
ro pa3BuUTUS BCAEACTBUE aHLedanonatMm HOBOPOXAEHHOrO.
HCV-3KCnoHUpOBaHHbIM PE6EHOK.

CocTosiHMe Mpu BbINUCKE yAOBNETBOPUTENbHOE, Macca
Tena coctaBuna 5300,0 r, annHa Tena — 57,0 cM, OKPYKHOCTb
ronosbl — 38,5 cM, OKpYXHOCTb rpyan — 39,0 cm.

B 7 mecsiLeB npv 0oCMOTPE HEBPOIOrOM KOHCTaTMpOBaHa
3a/iepXKKa TEMMNOB Pa3BUTUSA, NPEUMYLLECTBEHHO MOTOPHOTO,
BCNeACTBME nepuHaTanbHoro nopaxenusa LIHC. PekomeHpo-
BaHbl: MarHe-B6 (Kypc 1 mecsu,), Maccax.

B noMouip npaktukymoimemy spauyy |l

Mpu ocmoTpe B 9 mecsAueB AeBOYKa AUCMPONOPLMOHANb-
HOMO TENOCNOXEHUS, MOHUKEHHOrO NuTaHus. 3y6oB HeT. Macca
Tena — 8000,0 r, anmHa — 73,0 cm (dU3n4eckoe pasBuTHhe
cpeaHee, auMcrapmoHuyHoe). CaMoCcToATeNbHO CUMAWT, ynop
Ha HOXKW XOpowwuK, NbiTaeTcd nonsatb. [10 AaHHbIM ynbTpa-
3BYKOBOIO UCCNIEA0BaHWs NMeYeHn - yMepeHHas renatomera-
NIMS; BOPOTHAsA U cene3EHOYHas BEHbl HE pacLiMpeHbl, HOPMO-
KMHETUYECKNI KPOBOTOK B BOPOTHOMN M CeNe3EHOYHON BEHE.

[leBOYKa perynsipHo Habnoganacb opToneaom, Tyronoa-
BMXHOCTb B Ta306e[JpEHHbIX CyCTaBax CoxpaHsanachb.

Pe6EHOK NpWBKUT NO BO3PAcTy. ANNEProNorMyecKuin aHam-
HE3 He OTArOLWEH.

Mpn ocmoTpe B 1 rof COCTOSAHWE AEBOYKMN CPEfHEN Tsxe-
CTW 3a CYET OCHOBHOIO AuMarHo3a. O6palleHHY K HER peydb
NOHUMaeT, MPOU3HOCUT OTAeNbHble cnoBa. PEGEHOK cuAMT,
X0OMUT ¢ nogaepkon. bonbuon pogHuk 0,5x0,5 cm. 3y6oB 2
(nepBble 3y6bl Npope3anuck B 10 mecaLeB).

[leBo4YKa MO HEKOTOPbLIM NapaMeTpamM HECKOMbKO OTcTaeT
B dM3M4YECKOM pas3BUTUM OT CBEPCTHWKOB. Macca Tena co-
ctaBuna 8900,0 r, annvHa — 74,0 CM, OKPYXKXHOCTb F0JIOBbl —
45,5 cM, OKpY»KHOCTb rpyan — 47,5 cM. MHaeKe macchl Tena —
16,25. dnsnyeckoe pa3BUTUE OLEHEHO KaK cpefgHee Auc-
rapMoHuyHoe, feduunt maccbl Tena. Pe6EHOK ocMOTpeH
cneyuannuctaMu: HEBPOIOFOM — HEPBHO-MCUXMYECKOE pas-
BUTUE COOTBETCTBYET BO3PACTY, OKY/IMCTOM, XUPYProMm, OTOPK-
HONAPUHION0roM — 340poBa. [EHETUKOM MOBTOPHO MOATBEPHK-
neH cuHgpom bnoxa-Cynbubeprepa.

Mpu oueHke B 1,5 1 2 roaa »n3HU GU3N4YeCKoe pa3Bu-
TUE AEBOYKU CpeaHee AUCrapMOoHUYHoe, AedULMT Macchl Tena
| cTeneHn. deHoTMN: rMNOTPMX03, NO34Hee npopesbiBaHue
3y60B, O/IMrOAEHTUSA, HeNpaBuabHasa Gopma 3y60B, Ha Tyno-
BULLE M KOHEYHOCTSX YYacTKW runepnurMeHtauvMm B Buae
6pbI3r ¥ MOMOCOK, YepeayoLwmnecs ¢ IMHENHON aTpoduen 1 ru-
nonurMeHTaLmen Koxu no nuHuam bnauwko. MNcuxomoTopHoe
pa3BuTHe 6e3 ocobeHHocTeln. HabnogeHre 3a pebeHKoM Npo-
fonmKaeTcs. XapaKTep BHEKOXHbIX M3MEHEHWH MO3BONSAET
NPeAnoNoXnTb JOCTAaTO4YHO 6NaronpuUaTHbIA NPOrHO3 Teye-
HUS 3a6oneBaHns. AHaNN3 reHeanorMyecKoro aHamHesa CBU-
[eTeNbCTBYET O TOM, YTO B AAHHOM ciyyae, Mo-BUAWMOMY,
MMeeT MeCTO CMOHTaHHaa MyTauus, npuBelwas K NErkomy
BapuaHTy pa3Butuns cuHapoma bnoxa-Cynbubeprepa.

Ha HacToawWwmMin MOMEHT AeBOYKa HaxoaMTCcs nog Habnto-
[leHMeM y4acTKOBOro neanartpa U reHeTUKOB.

Mpumep Hawero KAMHMYECKOro HabAeHU NOATBEPK-
[laeT JaHHble 0 TOM, 4YTO BbllleHa3BaHHOE reHeTuyeckoe 3a-
6oneaHue npoasnseTcs GeHOTUNUHECKMMM OCOBEHHOCTAMM
B HEOHaTaNbHOM Nepuoae, YTO NO3BONSET HA OCHOBAHWUMW K-
HUYECKUX MPOSABMIEHUN, TaKMX KaK XEHCKMW Mon, TUNU4Hoe
JINHEWHOE PacronoXeHue Cbinu, CTaAUMHOCTb KOXHbIX NMPo-
ABNEHUN, OBGLIMPHOCTb MOPaXKeHUs, CTOMKas 303UHODUNNA
(BbICOKME MOKasaTenn), otcyTcTBue adbdeKTa oT aHTUOaKTe-
puanbHOW Tepanuu, NPeanosioXUTb ero Hannyue. JononHu-
TeNbHble NPU3HAKKU, KOTOPbIE CBOMCTBEHHbI 3TOMY CUHAPOMY —
370, KaK MpaBuno, oTCyTCTBUE WHODEKLMOHHONO aHaMHe3a
W oTpuLaTenbHble TabopaTopHble TECTbl B OTHOWEHUU MHEK-
LM, comaTnyecKkoe 61aronosnyyne B HeoHaTalbHOM Nepuoae.

OnncaHHOe KJMHMYecKoe HabnogeHue npeactaBnaser
co60M UHTEepPEC B CBSA3K C peAKON BCTPEeYaeMOoCTbio IepMaTo-
3a, C/IOXKHOCTbIO MOCTAHOBKM iMarHo3a y nauneHToB paHHero
[eTCKoro Bo3dpacta. [laHHbI cnyvyan CBMAETENbCTBYET O He-
06X0AMMOCTH NPOBELEHUS TLaTeNbHOoro anddepeHumansbHo-
ro AguMarHosa y JaHHOM KaTeropuu nauuveHToB Ana Bbli6opa
NPaBU/IbHON TAKTUKKU UX BEAEHUS, KOTOPAs 3aBUCUT HE TOSIbKO
OT CTaMmM NpoLLecca, HO 1 OT CTENEHU BOBIEYEHHOCTH APYrux
OpraHoB U CUCTEM.
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[unarHos cuHgpoma bnoxa-CynbLbeprepa He Bcerga npoct
[ONs1 ero noctaHoBKWU. BaxkHocTb agnddepeHumanbHon aguar-
HOCTMKM NPOAMKTOBAHA Pa3fiMiHbIM anroputMom obcenenoBa-
HUS, NedyeHus, HabnaeHUs NauMeHToB ¢ cMHApPoMoM brnoxa-
Cynbubeprepa. Kak M3BECTHO, 3TOT C/IOXKHbIM BOMPOC KacaeTcs
W Apyrux 3a6oneBaHui, AMarHoCTMKa KOTOPbIX OCYLLEeCTBNSAET-
€Sl Ha OCHOBE KJIMHU4YeCcKoro cBoeobpasus. Bcneacrteue pea-
KOM BCTpevYaemocTn cuHapoma brnoxa-Cynbubeprepa U HEMHO-
roOYMUCIEHHON UHDOPMALIMKM O HEM Mbl CTaBWIM CBOEN LLENbIO
06paTUTb BHUMaHWE 4YuTaTenen Ha Bepaylune KAMHUYEeCKMue
NPosIBNEHUS AaHHOW NaToNornmn, YTo6bl CBOEBPEMEHHO Anar-
HOCTMPOBATb, KOMMIEKCHO OLEHUTb MMEIOLLYIOCH CUMMTOMaTK-
Ky ¥ MPUHATb BCE BO3MOXHbIE MepbI MO KOPPEKLIMK HapyLle-
HUI. 3TO NO3BOUT YNYYLNTb MPOrHO3 ANS HU3HU U AOCTUYb

I MEAVUMHCKMI XXYPHAA 1/2018

ONTUMaNbHO BO3MOXHOIo GU3N4YECKOro U HEPBHO-MCUXUYE-
CKOro pa3BUTUS y JAaHHOM KaTeropmm nauneHToB. Kpome Toro,
yCTaHOB/IEHUE TEHHOW NPUPOAbLI 60NE3HU UMEET CYLLECTBEH-
HO€e 3Ha4YeHue B NaHe MeJUKO-reHeTU4eCKOro KOHCYbTUPO-
BaHWA ceMbK ANgA MPOrHo3npoBaHnUa 340P0OBOI0 MNOTOMCTBaA.
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