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Pesiome

[uarHocTrika peakmx (opdaHHbIxX) 3a6051eBaHN OCTAETCA HEMPOCTON NPOBIEMON MPAKTUUYECKOTO 34paBooXpaHeHus. CBA3aHO
3TO C HELOCTATOYHOW rPAMOTHOCTBIO MEULIMHCKOTO COO6LLECTBA B OTHOLWEHUM OpdaHHbix 3a6oneBaHunii. CUMNTOMbI Hac/leCTBEH-
HbIX 3a60/M1€BaHUI Pa3HOOGPA3HbI, 334aCTyt0 MOPAXKEHMEe 3aTParvBaeT PasHble OPraHbl U CUCTEMbI, TpebyeT paboTbl MybTUANCLN-
M/IVHAPHOM KOMaH/ibl B BOMPOCaX ANArHOCTUKYM 1 TaKTUKM BEAEHMS TaKyX NayueHToB. IMeHHO cnaxeHHas paboTa MHOMMX creuma-
JINCTOB CMOCOBCTBYET YYULIEHMIO KAUECTBA XKM3HY NALMEHTOB, 61aronpusTHOMY MPOrHO3y Ha BbIKMBAEMOCTb. [y6imKauus KnvHy-
YECKOro CJlyyas HarnpaesieHa Ha NoBblLLEeHNe MHPOPMALIMOHHOW FPAMOTHOCTU MEANLIMHCKIX PAaBOTHIKOB.

Knroueessle cnoea: cuHopom Kpucma-CumeHca—TypeHa, ducniasus, Masibie aHOMAaauu pa3eumusi, 2unompuxo3s, 2uno2udpos, aoeH-
mus, 2unod0eHMus, 3kmooepMasnbHas oucnIasus

Abstract

Diagnosis of rare (orphan) diseases remains a challenging problem in practical healthcare. This is due to the lack of literacy of the
medical community regarding orphan diseases. Symptoms of hereditary diseases are varied, often the lesion affects different organs
and systems, requiring the work of a multidisciplinary team in the diagnosis and management of such patients. It is the coordinated
work of many specialists that helps improve the quality of life of patients and a favorable prognosis for survival. The publication of a
clinical case is aimed at improving the information literacy of medical workers.

Keywords: Christ-Siemens—Touraine syndrome, dysplasia, minor developmental anomalies, hypotrichosis, hypohidrosis, adentia,
hypodentia, ectodermal dysplasia

Hucninasusa (dysplasia: oT rpedeckoii mmpu-
craBku dys- — paccTpoiicTBO, HapylleHHe U
plasis — popmMupoBanue, o06pazoBaHie) — Hempa-
BHABHOe pa3BUTHE. [IoHATHE «qUCIIAa3US» 00B-
eINHSIEeT BCEe PA3HOBUAHOCTH BPOIKIEHHBIX II0-
POKOB pa3BUTHSI OPTAHOB U TKaHeU, popMUpy-
IOIINXCS BO BHYTpUyTpobHOM mepuoae. Omuca-

HO OKOAO 175 KAMHUYECKH U MeHEeTHYECKHU pas-
AUYHBIX (POPM SKTOAEPMAABHON AUCIIAA3UU.
K Hauboaee 4aCTO BCTPEUAIOIINMCS [IPOSIBACHUIM
SKTONEPMAaABHOMN QUCIIAA3UN OTHOCATCS THUITOTH-
npotudeckas (dysplasia ectodermalis hydrotica)
u aHruaporudeckas (dysplasia ectodermalis
anhydrotica) ¢opmbl, a Tak}ke pax CUHAPO-
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MOB, B KOTOPBIX KOKHBIE Ae(PeKThl aCCOIIUUPO-
BaHbl C APYTHMH BPOXKIEHHBIMH aHOMAaAUSIMH
(cmuagpom Marchall, cuagpom Helweg-Larsen
u 1p.) [1, 2].

Anaryuaporudeckad dSKToAepMaAbHas qUCIIAA-
3usa (curapoMm Kpucra—CumeHca-TypeHa, CHH-
npoMm Weech) — reHeTHuecKH 00yCAOBAEHHOE Ha-
pylIeHHe pa3BHUTUS HAPYKHOTO 3apPOAbIIIIEBOIO
AVICTKA (9KTOmepMbl). Bo BHyTpHyTpOOHOM ITe-
pHoae MogBAdEeTCS HapylleHHe TKaHeBBIX IIPO-
U3BOJHBIX KOXKHOM 3KTONEPMBI: 3y0OB, HOT'TEH,
BOAOC, IIOTOBBIX M CAAbHBIX JKEAE€3, CAU3UCTOH
0060A0YKH IIpeaIBEPUS IIOAOCTH pTa U T.4. [1, 2].

XapakTepHble AT aHTHIPOTHYECKOU 9K-
TOAEepPMaAbHOH OHCIIAA3UH CHMIITOMBI He3a-
BHCHMO OPYT OT Apyra omuckiBaau [Ixk. TypeH
B 1848 rony, cromaroaor /Ix. Kpuct B 1913-M,
nepMmatoBeHepoaor X. CumeHc B 1929 rony. Cpen-
HHe JaHHbIE PACIIPOCTPAHEHHOCTH SKTOAEePMaAb-
HOM aucnaa3uu B Mupe BapbupyioT oT 1:10 000
o 1:100 000 [1, 2].

[lepBoHAYAABHO CYHTAAOCH, YTO HACAEIO-
BaHHe 3a00AeBaHUS ITPOUCXOIUT UCKAIOUHUTEAD-
HO IIO CLIETIAEHHOMY C X-XpPOMOCOMOH MeXaHH3-
My. B HacTosamiee BpeMa BhIIBA€HBI ayTOCOMHO-
peliecCCUBHBIE U ayTOCOMHO-IOMUHAaHTHBIE (DOP-
MBI JUCIAQ3HUH, YTO CBA3aHO C MyTallUsSIMH pas-
HBIX IreHOB. CTATUCTHUYECKH Yallle C JaHHBIM CHH-
IPOMOM BCTpPeYaeTcsd CLIEIIAEHHOE C II0OAOM Ha-
cAeloBaHMEe, UMEHHO II09TOMY I'eHIIEPHOE pac-
IpeneAeHue cpear O0ABHBIX CHABHO CMEIIEHO B
CTOPOHY AHI] MYZKCKOTO IIoaa [2, 3, 4, 5].

X-cuenAeHHBIH THII — HauboAee PacIIpo-
cTpaHeHHada ¢dopMma 3aboreBaHUA, 00yCAOB-
AeH MyTanuaMu B reHe EDA, pacrioaoskeHHOM
Ha X-xpomocoMe. ['eH KomupyeT GeAOK mon Ha-
3BaHHEM «9KTOMAMUCIIAA3HH-a», HAPYIIEHHUS €ro
CTPYKTYPBI IPUBOAAT K IIATOAOTHYECKOMY pas-
BUTHIO IPOU3BOAHBIX 9KTOAEPMBI. PYHKIINH 3TO-
ro Oeaka, ITaToreHe3 HAPYIIEHUH IIPU MyTalluH
reHa EDA 1o HacTodIero BpeMeHU He U3YIEHBI.
C yueToM HaxXoKIeHUd I'eHa Ha X-XPOMOCOME CHM-
IITOMBI BBIIBASIOTCS HE TOABKO Yy MY2KYHH, HO U
Y KEHIITMH-HOCUTEABHHUIL B 00A€e AETKOM cTelle-
HHU. Y KEHIIIUH, HOCUTEABHHI] ITIaTOAOTHYECKOI'0
reHa, HabAIOIaeTCs CyXOCTh KOXKH, paHHee pas-
BUTHE MOPILUUH, TOHKHE CyXHe BOAOCHI, nedop-
MAalluU U IaTOAOTHHU 3y00B, HEPEeIKO BO3HUKAIOT
Ipo6AEMBI C TPYOHBIM BCKapMAHBaHHEM pebeH-
Ka. OTO0 II03BOAFET TOBOPUTH O TOM, UTO HEKOTO-
prle myTaiuu reia EDA obGaagaroT cBoMcTBaMHU
HEIIOAHOI'O JJOMHHHUPOBAHUS.

AyTOCOMHO-pELleCCHBHBIH THII — MyTallUH
B reie EDAR, kogupyromieM OoaAuH U3 PEeleITo-
POB K (haKTopy HEKpPO3a OIyXOAU. [IaHHBIN I'eH
pacriorokeH Ha 2-H¥ XpOMOCOME, HACAEYETCH I10
ayTOCOMHO-PEIeCCUBHOMY THILy. [laToreHes mpu
aTo# (popMe 3a00AeBaHUA HE U3YUEH.

AyTOCOMHO-AZOMHHAHTHBIH THII OTHOCHUT-
Cl K PeIKOMY BapHaHTy aHTUAPOTHIECKOH 9KTO-
IepMaAbHOM AUCIIAA3HHY, IPUYNHOHN CAyKAT My-
Tanuu reia TDARADD, xoTopbiit Kogupyet Oe-
AOK — PELIENITOP K 9K30ANCIIAA3UHY-a, I'eH paclio-
AOKeH Ha 1-#1 xpoMmocoMe. IlaTorenes Hapymie-
HUP B 3TOM CAy4Yae, BEPOSTHO, aHAAOTHYEH Ta-
KOBOMY IIPH PacIpoCTPaHEeHHOH, CLIETIAEHHOU C
X-xpomocomoit hopme cuHapoma [2, 4].

[IpenmoaararoT, YTO MeXaHHU3M 3a060AeBaAHUH
MOKeT OBITEH BBI3BaH Ae(PEKTOM CHHTE3a NHIY-
U PYIOLIET0 BEIIECTBA, OTBEYAIOIETO 38 aKTH-
BalITHIO TeHOB, KOHTPOAUPYIOITHUX CUHTE3 OEAKOB
U ux gUPPepeHIUPOBKY. [IpearrorokuTeabHo,
nefcTBHE IeHEeTUYECKOro AedeKTa IIPOSBASIET-
cg Ha 2-5-M MecsIle BHYTPUYTPOOHOTO pas3BH-
THUS, KOoTAa (POPMHUPYIOTCS IIPOU3BOAHBIE 9KTO-
nepMmser [1].

OCHOBHBIE IUaTHOCTUYECKHE IIPU3HAKHU: I'H-
IIOAEHTHS, TUIIOTUAPO3, TUIIOTPUX03. [IposaBae-
HU{ CHHApPOMAa HAYWHAIOT JaBaTh o cebe 3HATH
y3Ke B IIepBbIe MeCSIbI 3KU3HU pebeHKa. Briaeas-
IOT TakK Has3bIBaeMyIo TPHAAy: AUCHYHKIIHUS I10-
TOBBIX K€A€3, HEIOCTATOYHBIH POCT BOAOC U I1a-
TOAOTHS pa3BUTH 3y00B. Koxka Takoro pebeHKa
OodYeHb cyxasi, UCToH4YeHHas (78 %), meaymaria-
dcg. Y JacTu GOABHBIX HaOAIOZAETCH HUXTHUO3U-
dopMHOE HIeAyIIeHNEe, (POAANKYASIPHBIH TUIIep-
KepaTo3, AaJOHHO-IIOZIOIIIBEHHbIE KEPATOLEPMHUH.
Bo3MO03KHO pa3BUTHE aTOIINYECKOI0 IepMaTHTa,
6poHxXUAaABbHOM acTMBI. HacTo oTMedaeTcs epu-
opbutasbHasg nurMeHTamud [1, 2, 6].

lunornapo3s, TMIIOTPHUX03 UMEIOT IpKHe IIPOo-
SBAEHUS CO CTOPOHBI KOXKH U ee IIPUIATKOB. Bo-
AOCBHI OY€Hb PEeIKHe, TOHKHE, CyXHue, MEIACHHO
pacryuie (89 %); peakue 6poBu (96 %), oTcyT-
crBue pecHuil (100 %). CkymHoe oBOAOCEHUE
(62 %) B mOAMBIIIEYHBIX 06AACTIX U Ha AOOKe.
[IymkoBbIe BOAOCHI OOBIYHO COXpaHaioTcd. Bos-
MO3KHAa TOTaAbHad aAAOIIEIHS, OHUXOAUCIIAA3HUS
(39 %) [7, 8].

[TorooTmeaenme cHuKeHO (85 %), pexe oT-
CYTCTBYET II0 BCEMY KOXKHOMY IIOKPOBY, 3a HC-
KAIOUEHHEM MECT AOKAAM3aIluMU allOKPHHOBBIX
JKeAe3, IJie OHO B OOABINIEY NAW MEHBIIEH cTele-
HH MOXKET COXPaHAThCS, YTO BEAET K IIAOXOH IIe-
peHocumocTH xkKapsbl (50 %). [IpaKTHIECKH ITOA-
HOE OTCYTCTBHE IIOTOBBIX 3KEA€3 CTAHOBUTCS IIPH-
YHHOM AETKOTO Pa3BUTHS THIIEPTEPMUH, OCOOEH-
HO OIIaCHO B JETCKOM BO3pacTe: H3-3a IIOCAE-
CTBHHU IleperpeBa B paHHEM [AETCTBE YMHpaeT
IIOYTH TPETh OOABHBIX AHTHIPOTHYECKOH 3KTO-
oepMaAbHOM aucriaazueit [7, 8.

C BO3pacToM HE3HAYHUTEABHO ocAabagercs
BBIPa’KEHHOCTHh HEKOTOPHIX ITPU3HAKOB: ITPOHC-
XOAUT YACTHUYHOE OTpacTraHue 00poabl U yCOB,
4aCTHUYHOE BOCCTAHOBAE€HHE (DYHKIIUH allOKPH-
HOBBIX JKEA€3.
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OueHb IPKUMU OBIBAIOT CTOMATOAOTHIECKUE
IIPOSIBACHUS: TUIIOAOHTHS, aHOLOHTHS, MUKPO-
JOHTHUS, ApyTrHe anoMaanu 3y6oB (100 %). 3yObl
IIO3THO IIPOPE3BIBAIOTCS, JOATO COXPAHSIOTCT Ha
CTaIUH MOAOYHBIX, MOT'YT OBITH He B IIOAHOM KO-
AWYECTBE HAU JlaiKe OTCYTCTBOBATDH IIOAHOCTEIO,
4acTo 1e(pOPMHUPOBAHEI, C GOABIITHMH [IPOMEKYT-
KaMU MeXKIy HUMH. 3a cueT nedopMaliiu 3y6oB
KOKa BOKPYT PTa MOXKET UMeTh CKAQIKH, HaIlo-
MHUHAIOIIMe PyOIThI IPU BPOKIACHHOM CHU(HAUCE.
THUnUYHBI aHOMAaAWH 3y00B: IPHUOOPETAIOT KOHU-
JecKylo (popMy, 4aCTO HEeIOPA3BUTHI, XapaKTep-
HBIM IIPU3HAKOM SIBASIETCSI COXPAHEHHE KABIKOB.
W3-3a OTCYyTCTBHS HAH aHOMAABHOT'O IT0AOKEHHST
3y00B HeEpeoKO pa3BUBAIOTCH Ae(PEKTHI PEUH.
HNmMeHHO 3y00YeAl0OCTHBIE AaHOMAAWUH BBISBASIOT-
Cs1 paHbIlle BCETO, YTO [I03BOASIET IIPOBECTH CBOE-
BPEMEHHYIO IPAaBHABHYIO JUATHOCTUKY HaCAEI-
CTBEHHOTO 3a6oaeBanud [9, 10, 11].

I'nnodyHKINS 3Keae3 CAU3HCTBIX 060A0UeK
BeJIeT K Pa3BUTHIO PAa IATOAOTHIECKUX COCTO-
AHUH, TAKUX KaK aTPOPUIECKUI PUHUT, XPOHU-
YEeCKHH AAPUHTUT (APOHUIHBIN T'OAOC), KOH'BIOH-
KTHUBUT, CTOMATHUT, CyXOCTb BO PTY, HapyIIeHIE
BKYCOBBIX OIIYIIIeHUH, CKAQIIATHIH I3BIK, HAPY-
LIeHVe ITHIIeBapeHus], XPOHUYECKHUI TacTPHUT,
d3BeHHas 00Ae3Hb, nquapes [8, 12].

Oco6eHHOCTBIO (peHOTHIIA IAST JAHHOTO CHH-
IpoMa SIBASIETCSI «KBaapaTHash dopMa depera:
GOABIIION AOG C BBICTYIIAIOIIMMH HAAOPOBHBIMHU
AyTaMH U AOOHBIMH OyrpaMiu, «OAUMIIHHACKHHI
A00». OCOOGEHHOCTH AHWIIA: IITHPOKHE CKYAOBBIE
KOCTH, 3alaBIIIas IEPeHOCHIIa, MAACHBKHUH cel-
AOBUIHBIN HOC C TUIIOIIAA3HEH KPBIABEB, 3arIaB-
IITHe IIIeKH, [IOAHBIE BEIBEPHYTHIE I'yObl, MACCHUB-
HBIH TOAO0POIOK, OoAbIIIHe NePOPMUPOBAHHBIE
VIITH — «yIIH caTupar. CTapuecKuil BUI AUIA 00y~
CAOBACH CHHXKEHHEM HHXKHEH TpPeTH AWIlA IIPU
IIOAHOM OTCYTCTBHHU 3yOOB U Pe3KO#l BBIPAZKEH-
HOCTBIO CyIIpaMeHTaABHOH CKAanKH [2].

Kpowme nepedyncAeHHOro0, IIPH SKTOAEePMaAb-
HOY AUCIIAA3HMH BO3MOIKHO 0CAaOACHUE UAY yTPa-
Ta CAyXa/3peHHs, OTCYTCTBHE HAW IIOPOK pas-
BUTHUS HEKOTOPBLIX ITAABIIEB PYK HAH HOT, pac-
IIeAWHA T'YOBI U/ MAN HEGA, TUTMEHTAIIUI KOXKH,
YYBCTBUTEABHOCTb K CcBeTy. YacTo HabAomaer-
Csl OTCYTCTBHE MOAOYHBIX JKEA€3 H COCKOB (AHOO0
UX aHOMaAbHBIEe (POPMEBI U pacroaoxkeHue). Kak
IIPABHAO, POCT CHUIKEH. YMCTBEHHOE Pa3BUTHE
GOABIITMHCTBA OOABHBIX HE OTAMYAETCS OT HOP-
MBI, PEIKO BBIIBASIOTCH HMPU3HAKN CHHUXKEHUS
uHTeareKTa [1, 2].

[lnarHOCTHKA CUHAPOMAa OCHOBAaHA Ha HAAU-
YHU XapaKTePHBIX BHEITHUX IIPOSIBACHUH 3a60-
A€BaHUs, a TaK¥Ke M'eHeTHIEeCKUX UCCAEIOBaAHNH
U M3y4YeHUs HaCAeACTBEHHOTO aHamHesa. [Ipu
M3yUeHUN aHaMHe3a 0coboe BHUMAHUE YICAS-
IOT OOBEKTHBHOMY CTATyCy MaTepH, V HOCUTEAD-

HUITEI MyTaHTHOTO FeHa 00HapyKUBAIOTCH CTEP-
Thble KAUHHUYECKHE [IPOSIBACHHUS.

FemeTudueckoe omnpeneseHue 3aboAeBaHUI
CBOAUTCA K IIPIMOMY CEKBEHHPOBAHHUIO IIOCAE-
moBaTeAbHOCTH reHa EDA c I1eAbI0 BbIIBAECHHUA
MyTauui. Meton IpsaMoro CEKBEHUPOBaHHU4 Ya-
CTO JAeT AOKHOOTPHIIATEABHBIE PE3YABTATEI. [lag
3TOM IIEAH HCIOAB3YETCS APYyTad METOANKA T'eHe-
THUYECKOTO aHAaAM3a — MyABTHUIIACKCHAL AUTa3HAd
peaxmus (MLPA) [4].

Criei(pueCcKOro A€YeHUS JaHHOY I1aTOAO-
U He cyliecTByeT. [lonnepxanue HOpMaAsbHOH
KHU3HENEATEABHOCTH U IPO(PUAAKTHKA OCAOXK-
HEHHUM — OCHOBHOE HallpaBA€HHE Tepanuu. Vc-
IIOAB3YIOTCS (papMalleBTHYEeCKHEe U KOCMeTHYe-
CKHE CPENCTBa YBAAQXKHEHHUHI KOXKU. BBIIBACH-
HBbIE aHOMAaAHU 3y0OB HCIIPABASIOT IIyTEM IIPO-
Te3upoBaHud. 3-3a HapyIlIeHUHY IOTOOTAEACHHUI
KpaiiHe oIaceH IieperpeB, 0COOYI0 OCTOPOKHOCTh
cAenyeT IPodBAITE B XKapKHUe Mecdllbl. [IpoBo-
OUTCS TPOPHUAAKTHKA U AeUeHHe OaKTepHaAb-
HBIX U 'PUOKOBBIX HH(PEKIINHE, UMMYHOMOIYAU-
pytoiag Tepanus. C 1meabio IpoPuAaKTHKHY Ha-
PYILLEHHH raa3 PeryAapHO UCIIOAB3YIOTCH YBAATK-
Hamonwe Kanau. OITHUMaAbHO IPOTE3UPOBAHUE
3y00B C paHHEro AETCTBA: CIOCOOCTBYeT hop-
MHPOBAHHUIO IPABHUABHOIO IIPHUKYyCa, PEYH, HOP-
MaAM3alluH XKeBaTeAbHOH PyHKINH. [lareHTs!
HaXOAATCS Ha AUCIIAHCEPHOM HAOAIOIEHUHN OKY-
AHUCTa, OTOPUHOAAPHUHI0AOTA, IEPMATOAOTA, CTO-
Maroaora, neguatpa [1, 2].

[Iporuos 3aboaeBaHUSA 3aBUCHUT OT CTEIIEHHU
BBIPa’K€HHOCTH COIIYTCTBYIOIINX HAPYIIEHUN U
CBOEBPEMEHHOTO BBIIBACHHS IATOAOTHHU. B cay-
Jyae yCTAaHOBAEHHS AHArHO3a B paHHEM BO3pac-
Te pebeHKa, CBOeBPEMEHHBIX ITPOPUAAKTUIECKIX
Mep IIPOTHO3 [ASI JKU3HHU OAATONIPUSTHBIHA [2].

JeMoHCTpane JaHHOTO CHHAPOMA SIBASI-
eTcs uctopusa 6oae3Hu narmeHTa H., pogusiie-
rocg 02.09.2005 roga. B cemeiinoM aHamHese
IIATOAOTHU YEAIOCTHO-AHUIIEBOH 00AACTH, aarep-
TU4YecKux 3aboaeBaHU He OTMEUEHO B TPeX I10-
KOAGHHSIX 10 00€HMM POAHTEABCKHM AWHUAM. B
amnpeae-mae 1986 roga Oymyiiias Mama B Bo3pac-
Te 14 AeT IpoKUBaAa Ha TEPPUTOPHH ITPOXOKIE-
HUS PaAHUOAKTHBHOTO 00AaKa IIOCAE aBapHUH HA
sHeprobaoke YepHOOBIABCKO# aTOMHOM 9AEKTPO-
cTaHIMu. B mocaenyroieM y Hee ObIAO BEITBACHO
3aboAeBaHUe IITUTOBHUIHOM XKeAe3bl, [IOAyJaeT Ae-
4YeHHEe JaHHOH IaTOAOTHH I10 HACTOSIIIIEE BPEMSI.

Bynyieit MamMe Ha MOMEHT HACTyTIACHUS Oe-
peMeHHOCTH 6b1A0 33 roma. CTpagaeT maToOAOTH-
€U OPraHOB 3PEHUS, MUOIINEN BBICOKOU CTEIICHH.
OTSATOIIEHHBIY aKyIIEPCKUY aHaMHe3: mepBasi 6e-
PEMEHHOCTD 3aKOHYHAACh PAHHUM CIIOHTAHHBIM
BBIKHIBIIIIEM B CPOKe 8 HeleAb, 00CAeIOBaHIE C
LEABIO YTOYHEHUS IIPUIHHEI IIpepbIBaHus bepe-
MEHHOCTH He ITPOBOIMAOCH, BTOPas 3aKOHYHAACH
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MeOUITMHCKUM abopToM. Tperhs GepeMeHHOCTh
Hacrosmasa. Bo BpeMa 6epeMeHHOCTH IIPH IIPO-
BesneHNH obcaeqoBaHUA B 25 HeleAb BBISTBACH -
arHOCTUYECKHU TUTP aHTUTEA K TOKCOIIAA3MO3y,
OBIAO IPOBEIEHO A€UEHIE MAKPOAUIAMH (IPUTPO-
MUIIMH). Pospl iepBhle CPOYHBIE ITATOAOTHYECKHE
oIlepaTHUBHLIE IIyTEM OIlepallil KecapeBa cede-
Hus. Poauacsa Maabumk maccoit Teaa 2520 rpam-
MOB, JAWHON 46 CM, OKPY2KHOCTE T'0AOBEI 31 cM,
rpyau — 30 cm (C3PIT — cuHApOM 3aIep3KKHU pas-
BUTH4 [I1AOZla, CHMMETPUYHBIH BapuaHT). [locae
POKIEHUS B CBA3H C PE3KUM YXYAIIEHHEM COCTO-
SHUS 32 CUeT IIOIBACHUS CYLOPOKHOTO CHHIPO-
Ma ObIA TociUTaAu3upoBaH B PAO, ycTaHOBAEH
[IHUarHO3 IIePUHATAABHOI'O II0OPasKeHUs HEPBHOMU
CHCTEMBI: THIIEPTEH3UOHHO-THAPOIle(parbHBIH
CHHIPOM, CHHIPOM BEreTO-BHUCIIEPaABHBIX Ha-
pyurenuii. [eHepasn3oBaHHas BHYTPUYyTPOOHAS
UHQEKIIUs, TOKCcoIAa3Mo3. [THeBMOHNA odaro-
Bad IIPaBOCTOPOHHSAS HUXKHenoAeBas. TpaH3uU-
TOPHBIY T'UIIOTHPEO3. [AucriaacTudecKas Kapauo-
naTHd: OTKPbBITOE OBaAbHOE OKHO, aHOMAaAbBHO
pacrioaoxkeHHad Xopaa AeBoro xeayaouka. HKO.
Huncbuos. BropuyHas pepMeHTOIaTHS.

C poxkaeHUd IpKUe IIPOSIBACHHS aTOIINIEeCKO-
TO AepMaTUTa, HU3KHe IPUOABKHU MACChI TeAd, pe-
OeHOK He IOoTeeT, OYeHb PeIKHe BoAOCHL. C yue-
TOM ocobeHHOCTel (hbeHOTHIIAa IpoBeAeHa KOH-
CyAbTallUa Bpada-TeHeTHKa, ITPEAIIOAOKeHa Ha-
CA€CTBEHHAS ITaTOAOTHUS COEAWHUTEABLHOH TKa-
HH, IpoBoauTcd aAudepeHIINaAbHbIN HAaTHO03 C
cuaapoMmamMu daepca—lanao IV Tuna, Mapdana.
[TpoBeneHo ITUTOreHETHYIECKOE 06CAeTOBaHIE PO-
nuTeaei npobanna (G-okpacka). Kaprorumn otiia —
46,XY, marepu 46,XX — 9YHUCAOBBIX, CTPYKTYPHBIX
U3MEHEHHH XPOMOCOM He BBISIBAEHO.

B Bo3pacrte 3 MecslieB IIPOBEAEHO HHCTPYMEH-
TaABHOE UCCAEIOBAHKE: TI0 IaHHBIM HEeHpoCcoHOrpa-
¢uu (HCI) — pacimperne 3aIHUX POTOB GOKOBBIX
KEAYJOYKOB, MEKIIOAYIIIAPHOH ITIeAH, pa3pbIXae-
HBI COCYAWCTBIE€ CIIAETEHHS (THIIEPTEH3HOHHO-
runpoliedpasbHBIE CHHAPOM). KoHCyAbTHpPOBaH
BpPadoM-aAAEPTrOAOTOM-UMMYHOAOTOM, YCTaHOB-
A€H [UAaTHO3: aTOIIMYeCKUH AepMaTHT, MAAIeH-
4eCcKUY THII, pacupocTpaHeHHas ¢opma. [Ipu
HUCCAEIOBAHUH THUPEOUIHOIO IIPOPHAT OTMeEUa-
eTcsl yBEAMYEHHE ypoBHEH cBobomuoro T,, mpu
HOpMaabHBIX IToKa3areadax TTT (TmpeoTpoIrHOro
ropMmoHa). Tumomeraans 1-2-# crenenu. Ilo mo-
BOLY JaHHBIX U3MEHEHUH HabAIoaeTCa BpadoM-
9HJIOKPHHOAOIOM. Kpome Toro, B TedeHMe IIePBO-
I'0 rojia 3KU3HU Aa00PaATOPHO BBISIBASIETCS aHEMHS
nedUIuTHAas, THIIOXPOMHAd.

[To mocTuxkeHUHU Bo3pacTa 1 roga 6bIA0 06-
palieHo BHEMaHUe Ha 3HAYUTEABHOE OTCTaBaH1e
MaccChl TeAa OT HOPpMaAbHOTI'O pocTa. KoxKHbIe I10-
KpOBEI cyxue, 6aenurie. Hayaa xomuts B 1 rox
3 Mecsiia. 3yObl K TOAY OTCYTCTBYIOT.

Bnepsrie B Bozpacte 1,5 roga ¢ ydeTom He-
0OBIYHOTO (PEeHOTHIIA, OTCYTCTBHS 3yOOB IIpOBeE-
[EHO CTOMAaTOAOTHYECKOe obcaeqoBaHue. BrIgB-
A€HO: IIepBUYHAad II0AHAd a/IeHTUS BepxHel de-
AIOCTH, II€epBUYHAad YacTUYHAsS a[eHTHd HUXK-
Hel yearocTu. O6pallieHO BHUMAaHNe Ha CHHUKe-
HHe CpedHeH M HUXHEH TPEeTH AHIIEBOI'O CKe-
A€Ta, YTOA HHUXKHeH 4eAloCTH TyIIoH, ITpodHAb
BOTHYTBHIH. BHCOYHO-HHUKHEYEAIOCTHON CycTaB
B HOpMe. O4eHb MEAKOe IIpe[/iBEpPHE IIOAOCTH
pra. CHHKeHa BBICOTa aAbBEOASIPHOTO OTPOCT-
Ka BepxHel 4eAl0CTH, cAabo BbIpakeHa aAbBeo-
ASIpHasd 4acTh HHUKHEH YEeAIOCTH 3a CUeT aTpo-
UK aALBEOASIPHBIX OTPOCTKOB BEPXHEH U HUXK-
Hel gyearocTH. MiMeeTcs BBICOKOE IIPHUKpPEIIACHHE
TIOZIBUZKHOM CAHU3HUCTOM 000A04YKHU. BrIpazkeHa cy-
IIpaMeHTaAbHad CKAQIKA.

C ydyeToM BBIIBAEHHBIX HapyIIeHUH IIpo-
BOJIVIAOCH OPTOJOHTHYECKOE A€UEHHE CHEMHBI-
MU IIPOPHAAKTHYECKHUMH IIPOTE3aMH BepxXHel
U HUXKHeH dearocTu. PuKcalus IPoTe30B He-
YAOBAETBOPUTEABbHAS, TAOTaHNE HH(PAHTUABHOE,
HEBO3MOXKHOCTD (DYHKITHH OTKYChIBaHHU4, IIepe-
KeBbIBaHHUS [THIIH.

Ha BTOpOM rony >KM3HU COXPaHSIOTCS BbI-
pacKeHHBbIE I[IPOSBACHUS aTOIIMYECKOTO JepMaTH-
Ta (IOAMBaA€HTHAS aAAepPTH: ITHIeBasd, AeKap-
cTBeHHad). KpyraoroguyHbIl asaneprudecKui pHu-
HUT, OpOHXO0OCTPYKTUBHEBIH cuHapoMm. Coxpa-
HSIOTCS IIPOOAEMEI C 3JKeBaHUEM, OTKYChLIBAHHEM
IIHIIH, YTO CBA3aHO C HECOCTOSTEABHOCTEIO IIPO-
Te30B. C yueToM HeoOhIYHOTo (DEHOTHIIA, [IPOSIB-
A€HHH CO CTOPOHBI KOXKH, HEBPOAOTHYECKOH CUM-
IITOMAaTHKH IIPO0aH HallpaBAEH C IIEABIO yTOU-
HEHHs AUAarHO3a U OIlpe/ieAeHUsd AedebHOoM Tak-
TUKH Ha TOCIHUTAAU3AIHIO B JIETCKYIO KPAaeBYIO
KAMHUYECKYIO O60ABHUITY. PEGEHOK GBbIA TIOBTOPHO
KOHCYABTHPOBaH BpadoM-TeHeTHKOM. 1o coBo-
KYIIHOCTH BBIIBA€HHBIX HapylIeHUH: aZeHTHS,
THIOTHAPO3, THIOTPHX03, YyCTAHOBAEH AHAa-
THO3 HACAEACTBEHHOH 3KTOAepPMAaAbHOH AHC-
naasuu, X-CIeNIA€HHBIH pelleCCHBHBIH THII,
myTaunusa De novo.

deHOTUTI pebeHKAa TIPeaCcTaBAsIeT co0ot Sap-
KyI0 OEeMOHCTPAIIUIO CHHApoMa. PeGeHOK ¢ me-
dHUIIITOM Macchl TeAd, POCT COOTBETCTBYET BO3-
pacrty, BeIpaskeHHad CyTyAOCTb. [JAMHHBIE ITaAb-
IIBI pyK. Boaock! penkue, yIlkoBele, OPOBH OT-
CYTCTBYIOT, YIIIHbIE PAKOBHHBI JUCIIAACTHUYHBIE,
3a0CTpeHHbIe B 00AACTH 3aBUTKAa, HAIIOMHHA-
IOllFe VIIH caTupa. BbIpaskeHHOe IIeAylIeHue
KOXKH KHCTeH, CTOII, BOAOCHCTOH 4aCTH I'OAOBEI.
TepMoperyadamnus HapyllleHa, [IAOXO IIe€PEeHOCHT
JKapy, He IIOTeeT.

B Bo3pacte 3 aeT c y4eToM CTOMKHX CTO-
MaTOAOTHYECKHUX HapyIIeHHH, BeaylINxX K Ha-
PYILIEHHUIO OTKYyChIBaHUS, XK€BaHHH, IIepeBapH-
BaHUS IIHUIIH, HAPYILIEHUIO pedeBod (PyHKIINH,
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O6rirna opopMAeHA MHBAAHUAHOCTH. Habaromaa-
Csl Bpa4oM-OTOPHUHOAAPHUHI'OAOTOM C JHAarHO30M
«anegounrsl I-1I creneHm».

OCOo6GEeHHO IPKUMU IBASIOTCS CTOMATOAOTH-
YecKHe IIPU3HaKH: BbICOTA HUZKHETO OTIEAa AUIIA
II0 CPABHEHHUIO CO CPEIHUM K BEPXHHUM OTIEAa-
MU ymeHblleHa. [Ipoduas mpsmoii. BelpazkenHad
cyIlIpaMeHTaAbHasd CKAaIKA. YTOA HHUXKHEH YeAro-
CTH TYIIOH. BHCOYHO-HHUKHEYEAIOCTHOH CycTaB B
HopMe. Meakoe mpenaBepue pTa. Y34edKU Bepx-
Hel ry0bl, a3bIKa B HopMe. HEGo apkoobpasHoe.
[ToAHas ageHTUS MOAOYHBIX 3yOOB. AABBEOASIP-
HBIM OTPOCTOK BEPXHEHN YEAIOCTH U aAbBEOAIP-
Had 4acTh HUXKHEYU YEAIOCTH CAab0 BBIpAsKEHBI
(cHMIKeHa BBICOTA), ITIOABUKHAA CAU3UCTAT 000-
AOYKAa K HUM IIPUKPENAdeTCs BBICOKO. [aoTaHue
nH(paHTHABHOEe. Ha opronnanTorpamme (2008 ron)
IIOAHAS aeHTHS MOAOYHBIX 3y0OB, IMEIOTCS 3a-
vatku 4,6 u 2,3 3y60B B cTaanu (POpPMUPOBAHUS
KOPOHOK («KOAITAYKa»), OCTAABHBIE TIOCTOSTHHBIE
3yOBbI OTCYTCTBYIOT.

Bce nocaenyrorue roas! y pebeHKa oTMeda-
IOTCS YacTble OCTphble pPecHIUpaTopHble 3aboae-
BaHUS, [IPOSIBACHUS aTOIIMYECKOr0o AepMaTHTa,
IIPOBOUTCSI IOCTOSIHHAS Tepamnusd, HabAlogaeT-
cg ctoMaToaoroM. B Bo3pacte 8 AeT ycTaHOBAEH
auarHo3 OpoHxuasbHOM acTmbl. B 2017-2021
rofax u3-3a 4acToH OCTPOU peCIIUpPaTOPHOH I1a-
TOAOTHUH, O0OCTPSIONIEicsT GPOHX000CTPYKTUB-
HBIM CHHIPOMOM, pebGeHOK ObIA IlepeBemeH Ha
JoMalirHee obyJueHue.

duzuyeckoe pazBUTHE B Bo3pacte 17 aAer
6 mecdr1ieB (Mapt 2023 roza) cpenHee, Pe3KO IHC-
TapMOHHUYHOE C AepUuItuToM Beca. PocTt— 175 cm
(Bo3pacTHas HopMa); Macca — 46 KT (3HAYUTEAb-
HO€ CHHIXKEHUE); MHAEKC Macchl Teaa 15,0 (Hop-
ma 18,8-22,1), yTo cocraBageT 73 % OT HOPMBEI.
2Kuposag macca 8,5 kr (npu HOpM™me 11,3-20,2) -
54 % oT HOpMaABHOTO 3Ha4deHus. Tolmasa macca
37,5 (N 44,2-606,7) — 68 % oT HOpMBI. AKTUBHas
raeTogHas macca 21,8 kr (N 24,4-36,7) — 71 %
OT HOPMaAbHOT'O II0Ka3aTeAd.

YABTPa3BYKOBOE HCCAEIOBAHUE IIUTOBUIHOMN
JKeAe3bI 0e3 ITaToAOTHH: IpaBasi noas 0,9*0,8%1,9,

ooweM 0,65 cm®; aeBas moas 0,9%0,8%1,9, ooveM
0,65 cm®;, cymmaphsbliit 06bem 1,3 cm®. YpoBeHB
TIT 2,411 mMEZI/ .

Penrrenorpacgus rpygHOH KAETKH: B HHUXK-
HUX JOASX OOABIIIE CIIpaBa YCHAEHHE AETOYHOTO
pucynka. CripaBa B S 7,8, caeBa B S 4 CHUXKe-
HUe MHEeBMAaTU3aIlUuU (09aroBOIog00HbIE TEHH),
KTH 0,52. B 2020 roxy 1o faHHBIM CITUPaABHOHR
KOMIIBLIOTEPHOM TOMOTpahuH ACTKHUX: OpOHXHNAAD-
HOE OePeBO TUIINYHOTO CTPOEHUS, IIPOCBET OPOH-
XOB IIPOCAEKUBAaETCS 10 3—4-T0 IOPSaKa, CTEHKH
He 00BI3BECTBAEHBI — IATOAOTHU HE BBIIBAEHO.

Ypoeus anturea IgM, G K TOKCOIIAa3MO3y
OTpHIIATEeAbHBIH. HeBpoaoroM IIpu oCMOTpPE BBI-
aBAeHa aucaasud. l{urToreHeTudyeckoe obcAemo-
BaHue mpobanga (47,XY) 6e3 KOAUYeCTBEHHBIX U
KadecTBEHHBIX HapylleHUH KapruoTuna. JucrnaH-
cepHoe HabOAIOEHNE aAAePrOAOTA-HMMYHOAOTA
C OUArHO30M «OpOHXMAAbHAasd acTMa, IIOAMBa-
A€HTHas asseprus». KoHCyABTUPOBaH BpPadOM-
SHIOKPHHOAOT'OM: HH3Kas Macca Teaa — 13,
SDS macce! Teaa — 2,8. MctuHHasg 10BEeHUABHAS
ruHeKoMacTHd. BeakoBo-3HepreTuyeckas Hes10-
CTaTOYHOCTh. B remorpamme aHneMusa nepUIIUT-
Has, THIIOXpPOMHasl, MEKpoliuTapHas. Bererapu-
aHCKOe IIUTaHue.

Ha mpencraBaeHHBIX ¢ pa3penieHus H. do-
Torpacduax (puc. 1-3) mpocAeKHUBAIOTCSI OCO-
6eHHOCTH (DEHOTUIIA AMIIEBOTO CKEAeTa, U3Me-
HEHUS IIPUOATKOB KOXKH, IIPAKTHYECKH OTCYT-
CTBHE BOAOC Ha I'OAOBE, PACTHTEABHOCTH Ha AUIIE.
He nnoreet. Koxka oueHb TOHKad, cyxad. I3MeHe-
Hye PpeHOTHUIIa B JUHAMHUKE CTAHOBHUTCS Ooaee
3aMETHBIM II0 Mepe B3POCAEHUsS pebeHKa, UTo
norpeboBaso 3 roma oA YCTAHOBAEHHS OKOH-
4aTeABHOT'O AHMarHOo3a HAaCAEICTBEHHOTO 3aboae-
BaHUS.

[TocTanoBKa AuarHo3a MIallHEHTy C HaCAE/I-
CTBEHHOMH ITaTOAOTHEH TpebyeT paboThbl MyABTH-
[OHCLUIIAMHAPHOH KoMaHapl. CBoeBpeMeHHad IU-
arHOCTHKA I103BOAMAA B PaHHEM BO3pacTe IIPo-
BECTH KOPPEKIIHIO CTOMAaTOAOTHYECKHUX Hapy-
IMEeHUH, YTO CYIIECTBEHHO BAHGET Ha Ka4eCcTBO
KHU3HU.

Puc. 1-3. Oco6eHHOCcmu ¢heHomuna nuyeeo20 ckesiema 60/16H020
cuHopomom Kpucma-CumeHca-TypeHa
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