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Brenenue. Cunipom Abnedapona-makpocromun (AMS) — penkoe 3KToepMaIbHOE TUCILIACTHYECKOE BPOXKAEHHOE 3a00eBa-
Hue. AMS BBI3BIBAaET 9KTOIEPMAIIbHBIC IUCIUIA3HH — IeHETHUECKUE HaPYIIEHHS, KOTOPbIC BKITIOYAIOT Ae()EeKTHI KOXKH, BOJIOC, HOT-
Teil, MOTOBBIX JkeJie3 U 3y0oB. Tunuunble st AMS aHOMaJIMU pa3BUBAIOTCS IPEUMYIIIECTBEHHO B JIMLICBOM YaCTH Yepera v PeIKo
B BHUCILCPAIBbHBIX OpraHax. XapaKTepPHBIMHU SIBIISIFOTCS OTCYTCTBHE M THIIOIUIA3Hs BEK, Ae(eKT pra (MaKpOCTOMISI), aHOMAIIHH
yIIeH, cyxas ¥ rpy0ast Koxxa WIN W30BITOYHbIE CKIAAKH KOXKH, OTCYTCTBUE WJIM PEIKUE TOHKUE BOJIOCHI, 337CPIKKA UHTEIIICKTY-
aJBbHOTO ¥ MOTOPHOTO Pa3BUTHs, BApHAOETbHBIC AHOMAJINU COCKOB, TCHUTAINN, CHHIAKTHJINS TAJbIIEB PYK U HOT, HU3KUH POCT.
Heanb: paccMoOTpeTh Ha OCHOBAaHUHM KIIMHHYECKOTO cirydast AMS BiustHHE MyTaluii Ha pOpMHPOBaHIE HapYKHBIX ITOJIOBBIX OPTaHOB.
Marepuajbl 1 MeToabl. [IpecTaBieHo onucanue KIMHAYECKOro ciay4dast AMS y 6onbHOH 10 seT, HOCTynuBIIeH B THHEKOJIOTH-
yeckoe otaencHue. [luarno3 AMS peO&HKy nocrasiieH ¢ poxaeHus. [lannenTka HaOIoqaeTcs y HeBpOmaroiora, opTaabMoIIora,
OTOJIAPHHIOJIOTA, YETIOCTHO-JIMIIEBOTO XUpypra.

Pe3ynbTarnl. HecMOTpst Ha XapakTepHYIO KIIMHUYECKYIO KAPTUHY MTPU BHEIITHEM OCMOTPE, MOTYT BOSHUKATh CIIOKHOCTH B U (e-
PEeHIMAIBFHON THArHOCTHKE TI0JIa B CBS3M C BO3MOXKHBIM BIIMSTHIEM MYTallMil Ha CTPOCHNE HAPYKHBIX TTOJIOBBIX OPTaHOB.
3axmouenue. /luarnoctupoBath AMS nocTtaTouHo ci10kHO. KimHu4eckas KapTHHA MOXKET OBITh Pa3JIMYHOM, IOATOMY TaK BaKHO
B COMHUTEJIBHBIX CITydasiX IPOBOJUTH FTeHETUYECKOE TeCTHpOBaHue. JlaHHbIM METO/ MTO3BOJISIET BBIIBUTH TOUSUHBIE MYyTallUH.
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Introduction. Ablepharon-macrostomia syndrome (AMS) — rare ectodermal dysplastic congenital disease. This syndrome ectoder-
mal dysplasia due to genetic disorders includes malformations of skin, hair, nails, sweat glands, and teeth. AMS typical anomalies are
mostly developed in the facial part of the skull and rarely in the internal organs. Characteristic lacks are or eyelid hypoplasia, oral de-
fect (macrostomia), ear abnormalities, dry and rough skin, or excessive folds of skin, absence or sparse pieces of hair, delay intellectual
and motor development, variable anomalies of mamillaae, genitalia, dactylion of the fingers and toes, short stature.

Aim: to consider, based on a clinical case, the effect of mutations in AMS on the formation of external genitalia.

Materials and methods. A description of a clinical case of AMS in a 10-year-old patient admitted to the gynecological department
is presented. Since birth, the child has been diagnosed with AMS at the place of residence. The patient is observed by a neurologist,
ophthalmologist, otolaryngologist, maxillofacial surgeon.

Results. Despite the characteristic clinical picture during external examination, difficulties may arise in the differential diagnosis
for the gender due to the possible influence of mutations on the structure of the external genitalia.

Conclusion. It is quite difficult to diagnose this pathology. The clinical picture may be different, which is why it is so important to
conduct genetic testing in doubtful cases. This method allows identifying point mutations.
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BBenenue

nHApOoM Makpoctomuu Abnedapona (AMS) — no-

CTaTOYHO PEIKOe ayTOCOMHO-JOMHMHAHTHOE I'€HEeTH-

yeckoe 3abosesanue, Brepsele onucad G.T. McCar-
thy u C.M. West B 1977 1. [1]. B nmuteparype HaMu HaliJICHBI
ykazaHus Ha MeHee yeM 20 ciydaeB AMS. YcraHoBieHo,
yto AMS BBI3BIBaeTCa MyTanusiMu B rene 7 WIST2. Ou Tec-
HO cBA3aH ¢ cunapomoM bapbepa—Cas no penoTunmyeckum
aHoMmamusMm [2].

AMS xapakrepu3syeTcs aHOMaJIbHBIMU (DEHOTHIINYECKHU-
MU IPOSBIECHUSIMHU, KOTOPBIE B IIEPBYIO OUEpPesb OPAXKAIOT
TOJIOBY W JIMIIO, YEperl, KOXY, HaJbI[bl M TeHuTanuu. [Ipu
AMS aHOMaJbHBIE CTPYKTYPhI OOBIYHO MPOHUCXOMAAT U3 K-
toaepmsl [1]. Camoli 3aMeTHON aHOMAIHEN SBISIETCA HENO-
pasButue (MUKpoOIehapoH) WK OTCYTCTBUE BEK U LIMPO-
KU, ppIOONION00HBIN POT (MakpocToMusi). Y MIIaJICHLEB C
AMS Takxe MOTYT HaOJIIOAThCsl MOPOKH Pa3BUTHUS OPIOIII-
HOW CTEHKH M COCKOB. Y zaereii ¢ AMS Bo3HHKAOT mpobiie-
MBIl C pa3BUTHEM peUd U OOyueHHEM, UHTEJUICKTyaJbHbIE
HapymeHus [3, 4], cyXoCTb KOXKH (B TOM 4HCIIEe Hapy>KHBIX
TIOJIOBBIX OPTaHOB), TOTEPS CITyXa, CHHIAKTIIINSA U Ap. [4, 5].
OCHOBO# JIeUeHHs SBISACTCS IIACTHYECKAst U PEKOHCTPYK-
TUBHAs XUPYPTUs BeK. XUPYPrHYECKYIO KOPPEKLHUIO HE0O-
XOOMMO HPOBOIUTH MO3TANHO, YYHUTHIBAS POCT JIULEBOTO
ckenera. Beku cienyer mo BO3MOXKHOCTH (OPMHUPOBATH B
KOPOTKHME CPOKU IOCIE POXKACHUS IJIS MPEeAOTBpALCHUS
TIOMYTHEHHSI POTOBUIIBI U yCTPAHEHUST KOCMETHYECKOTO Jie-
¢exra [6, 7]. B HEKOTOPBIX Clydasx XUPYpPruueckoe BMe-
[IaTeThCTBO MOXKET OBITH BBIIOJHEHO JJISi KOPPEKIHUH He
TOJIBKO TJIA3HBIX aHOMAJHMU, HO U MOPOKOB Pa3BUTHA Tallb-
LIE€B, HEKOTOPBIX KOXKHBIX aHOMAJINH, TOPOKOB Pa3BUTHS Ha-
PYKHBIX ITOJIOBBIX OPraHOB U BEHTPAJIbHBIX TPHIK [7].

Onucanue KJIMHHYECKOT0 ciayvyasi

Ilammentka T., 10 net, ¢ AMS, nBaXkapl HaxoauiIach Ha
CTAllMOHAPHOM JICYEHHH B THHEKOJIOTMYECKOM OTAEICHUH
PJIKB. Pe6énok ot 2-if OepeMeHHOCTH, TIpOoTeKaBIeii Ha ¢o-
HE TOKCHKO03a, HOCHTEITLCTBA XPOHIMUYESCKUX HHPEKIIHHA (IIUTO-
MErajJoBUpPYyCa M KPacHyXH), OT 2-X CPOUHBIX OIEPATHBHBIX
PpomoB (110 MOKa3aHHUsIM CO CTOPOHBI Marepy) B cpoke 38 Hen.
Macca tena mpu poxxaenuu 3450 r, mmuna tena 54 cm. Cocto-
sIHUE ¢ poxieHus TspkEnoe. PeOEHKy 1o MecTy )KHUTENbCTBa
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nocrasiied quarao3s AMS. V neBoukd HaOMrOIAr0TCS MHOXKE-
CTBEHHBIE CTUTMBI IU33MOPHOreHe3a U AaHOMAJIMK Pa3BUTHS:
rugponedanbHas GopMa uyepena, OTCYTCTBHE HaJOPOBHBIX
JIyT, OpOBeH, XpsIIeH M KOXKH BEPXHUX M HIKHHAX BEK 000X
[J1a3, YIUIOLIEHHBIM HOC, LIMPOKAasl MEPEHOCHUIIA, MAKPOCTO-
MUsI, HEIOPa3BUTHE HAPYKHBIX M CPEJHMX YILEH, armasus
COCKOB, OTCYTCTBHE JIAHYTO, CyXasi, CKJla{4aTas Koxa, aMHH-
OTHYECKHUH MYNOK, IyIIOYHAs TPbDKa, YKOPOUSHHBIE TaJIbLIbI
KHUCTeil U cTom, nonepeuHast 0opo3aa gagoneil. Onpenensercs
YMCTBEHHAs OTCTaJIOCTh HeU((epeHIIMPOBAHHOTO CIOKHO-
ro reHe3a. BeusiBieHb HecPOPMUPOBAaHHOCTH BCEX OT/IENIOB
SI3bIKA, TUTIEPIMHAMUYECKAN CHHIIPOM, BTOPHYHAS KapIuo-
narus. B 2013 . GonpHON ObLTa IPOU3BEICHA PEKOHCTPYK-
TUBHAS TUIACTUKA OPOHUTHI CBOOOTHBIM KOXXHBIM JIOCKYTOM C
¢dbopmupoBanueM ria3uHoit menu. [NanuenTka HaOmonaercs y
HEBpOJIOTra, 0(TAIBEMOJIOTa, OTONAPUHTOJIOrA, YETIOCTHO-JTU-
LIEBOI0 XUpypra.

IlepBuuHoe oOpamieHue manueHTku T. B TMHEKOIOTu-
yeckoe otaeneHusi PJIKb Obuio cBsi3aHO ¢ mpoBeneHHEM
LUTOT€HETUUYECKOTO MCCIIEI0BAHUS  (KapUOTUIIUPOBAHUS)
MO0 MECTY JKUTENIbCTBA (MIPH POXKICHUM), IPH KOTOPOM OBLI
BbIsiBIIEH 46XY KapuOTHI U BBICTABJICH JAMArHO3: HapyIle-
Hue GopmupoBanus nona. [Ipu nmocryminennu B PIKB oc-
MOTpEHa TMHEKOJIOrOM: Hapy KHbIE MOJIOBbIE OpTaHbl chop-
MHUPOBaHbI MPABUIBHO (BBISABIEH BXOJ BO BJIarajuile), Mo
KeHCKoMy Tumy. OTmeuaercs BBIpaXEHHOE MCTOILLEHHE
CIIM3UCTOW C MHOXXECTBEHHBIMH COCYIMCTHIMH 3BE3/I0YKa-
mu. Ilo nanssiM Y3U opraHoB Majoro tasa NnaTojOrMU He
BBISIBIIEHO: MaTka 32 X 14 X 16 MM, CTPyKTypa MHOMETPHS
OTHOPOAHASA, MaTOYHBIN yron He BeIpakeH. M-0XO 3 mwm,
1ieka MaTku pazmepom 22 X 15 MM, OZHOPOJIHON CTPYKTY-
PBI, IEPBUKAJIBHBIA KaHAT 3aKPBIT, JI€BbIH SUYHUK Pa3MEepPOM
31 X 13 X 14 MM, QOIITHKYIISIPHOM CTPYKTYPBI, TPABBIi U4~
HUK pazmepoMm 23 x 14 X 15 MM co CKyIHBIM (OILTUKYIISP-
HBIM armapartoM. MccnenoBanne >KkeHCKOTO TOPMOHAIBHOTO
npOQHIS IO YPOBHAM (HOJUTUKYIIOCTUMYIUPYIOLIETO U JTFO-
TEMHU3UPYIOIIETO TOPMOHOB, MPOTECTEPOHA, AETUAPOIIIH-
aHIPOCTEepOHa-CyNb(ara, SCTpaguoNa, TECTOCTEPOHa — B
npenenax pe)epeHCHBIX 3HAYCHU .

VYuuTbIBass cOOCTBEHHBIE NaHHBIE OCMOTpPA, HOpMallb-
HBI JKEHCKUIl TOPMOHAJBHBIM NpoduiIb H pe3ynbTarhl
YABTPa3BYKOBOTO 0OCeI0BaHUS OOJIbHOH, OBbUIO pEeLIeHO
CUNTATh COMHHUTEIHHBIM paHee MPOBEACHHBIN KapHUOTHITH-
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YEeCKUH aHaJIU3 [0 MECTY JKUTENIbCTBA C PE3yIbTaTOM KapH-
otuna 46XY. B cBsi3u ¢ 3TUM OBLIO MPOBEICHO MOBTOPHOE
uccnenopanue kapuoruna (15 meradas). Yeranosnen 46XX
(HOpMaJIbHBIN KEHCKUI KapUOTHIl), HapylIeHui Gopmupo-
BaHMA 0J1a He BbIABIEHO. Ha 0CHOBaHUM KIMHUKO-J1a0opa-
TOPHBIX JAHHBIX, IOBTOPHOIO KapUOTHIIMYECKOIO aHaIu3a
OBLT YCTAHOBJICH KEHCKUH I10JI, pa3BUTHE peOEHKa coryac-
HO Bo3pacTy. PekoMeH10BaHO TuHaMHYecKoe HaOmroneHue.

Oobcy:xneHue

Bormpocs! onpezneneHus: HapylIeHHi MOJ0BOTO Pa3BUTHUS
JIOCTATO4YHO aKTyanbHbl pu AMS. OnpenenéHHble TpyaHO-
CTU B BEACHUU IALMEHTOB JAHHOM HO30JI0rMYECKON IPyIIIIbI
MPENCTABISIET BBIOOP alroOpuTMa 00CIIeIOBAHNS, T.K. €JHHOTO
JIe4eOHO- TMArHOCTHIECKOTO MPOTOKONa HeT. JlmarHoctude-
CKas JIaapoOCKONMs M T'eHETHYECKOe TECTUPOBAHUE, BKIIIO-
Yarolee XpOMOCOMHBIN aHaIM3, CPAaBHUTEIbHYIO TEHOMHYIO
THOpUIN3aIHIO, (ITyOPECIEHTHYIO THOPUAN3ALIIMIO in Situ ISt
omnpenenenus resa SRY (Sex-determining Region Y), sBisttoT-
csl IOCTarouHO MH(OPMATHBHBIMUA METOJAMU JTHATHOCTHKH,
MO3BOJTIOINUMHI  BepuduimpoBars naronoruto [8]. Heodxo-
JIMO TaK)Ke IOMHUTB, YTO ALMEHTHI ¢ HapyIIeHHeM (opMu-
POBaHMs TOJIa UMEIOT BBICOKMH PHUCK MaJMIHM3AIMU TOHAJ,
YTO OCOOEHHO 3HAYMMO B CBSI3M C BO3POCLIEH 3a MocieaHee
BpeMsI 4acTOTOI 3a00J1eBaeMOCTH OHKOJIOTMUECKUMH 0o0sie3-
HSIMH, B TOM YHCJIE CPEIU JETCKOro HaceneHus. OnucaHo He-
CKOJIbKO TarueHToB AMS ¢ HapymeHusaMHu (HOpMHUPOBaHUSA
1ojia, IpY 3TOM IPENIOIaraloT ayTOCOMHO-IOMHHAHTHOE
cremienre mpusHakoB [9, 10]. OOHapykeHa JOMHHAHTHAsI
mytammss TWIST2, xoropast perynupyer pa3BUTHE ME3EH-
XMMAJIbHBIX TKaHEH W BBI3BIBACT HAPYILEHUE 3KTOIEPMAIIb-
HO-ME3eHXUMAaIbHON MHAYKIWH, a Takke Ne(eKThl B pa3BU-
TUH TpodHLEedaueckoro HepBHoro rpedHs [11]. IIpencras-
JIEHBI CJTy4au ayTOCOMHO-IOMUHAHTHOTO HacjaenoBaHus AMS
OT OTIA K JIOYEPH, Y KOTOpor B 9 Mec ObLI JMarHOCTUPOBAH
AMS ¢ HOpMaJIbHBIM MY>KCKMM KapHOTHIIOM, C aHOMAJIUIMU
B BUJIE JIByCTOPOHHEH I'MIOILIa3UuM BEK, HEOJHO3HAYHBIMU I'e-
HUTAUSIMU (TITO3 SIMYEK), M30BITOYHOM CKIIAIYaTOCTBIO KOXH
u ompasoniene [9, 11]. Onucanubie ciydarn AMS co cxoxumu
aHoMaJMsAMH (OTCYTCTBHE BEK, OpOBEl, PECHHUII, aJoTelus,
JeeKThl cpalleHus pra, pyIMMEeHTapHbIe YIIU, HeYETKue re-
HUTAJIUH, PyIMMEHTapHbIe COCKH, Ipy0as cyxas Koxka ¢ U30bI-
TOYHBIMU KO)KHBIMH CKJIQJIKAMH U 33/Iep’KKa Pa3BUTHS PEUH)
XapaKTepU3yIOTCsl YacTbIM BbIABIEHUEM HapyIIEHUH mojo-
BOTO Pa3BUTHS, TepMO(POIUTH3MA U PA3IMYHBIX BAPHAHTOB
¢dopmupoBanus kapuorumna [11, 12]. AMS u3yyen nemocra-
TOYHO M PEJIKO BCTpe4aeTcs B KIMHHYECKOW mpakTuke. He-
CMOTpA Ha XapaKTepHYIO KIMHUYECKYIO KAPTUHY NPH BHEII-
HEM OCMOTpE, MOI'YT BO3HUKATh CJIOKHOCTH B AU epeHLH-
AJIbHOM JMarHOCTHKE I10J1a B CBSI3U C BOBMOXKHBIM BIIMSHUEM
MyTaluii Ha GOpMUPOBaHUE HAPYKHBIX ITOJIOBBIX OPTaHOB.

3akirouenue

JuarHoctupoBarh AMS 10CTaTOYHO CIOXXKHO BBUIY 3a-
TpynHuTeNnsHOU auddepeHnnanbHOR AuarHocTuku. Kim-
HUYECKast KapTHHA MOXXET OBITh Pa3NUYHOM, KaK B ONHCAH-
HOM KJIIMHUYECKOM CITy4yae, MO3TOMY TaK Ba)KHO B COMHH-
TENBHBIX CIy4YasX MPOBOIUTH TCHETUICCKOE TECCTUPOBAHHUE,
KOTOpPOE€ B JIAHHOM Cllydyae SIBJISIETCS CaMbIM WH(pOPMATHUB-
HBIM AUArHOCTHYECKUM MeToaoM. KOMILIEKCHOe JedeHue
AMS n0omKHO OBITH HANPABIEHO HA IOCTENIEHHOE YCTpaHe-
HUE BBIPKCHHBIX J1€(DEKTOB, B YACTHOCTH, TUIACTHYECKOE

xupyprudeckoe nedenue [13, 14]. Ilpu xknuHUYecKOM Ha-
OnroneHun 3a 0oIbHBIMU ¢ AMS HeoOXomuMma KoJuterHaib-
Hasi paboTa CIEeIMATUCTOB PA3HBIX MPO(UIICH, B TOM YHCIIE
THHEKOJIOTOB.

Jluteparypa
(m.m. 1-5; 7; 9—14 cm. References)

6. KymsbaeB H.[., ConoBbeBa E.Il. ®opmupoBaHue BEeK MpH CHHAPOME
abinedapona-makpocToMust. Meduyunckuii secmuux bawkopmocmana.
2021; 16(4): 46-9. https://elibrary.ru/wnltbv

8. Amnawmsn JI.B., Cubupckas E.B., IllapkoB C.M., ®aiizynun A K., Mengse-
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