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Pe3tome. Cunapom Ilena-Ilokeiipa 1 tuma (ITIIC 1 tuma) (Pena-Shokeir syndrome
type 1, #208150, OMIM) — rpymmna JeTaqbHbIX apTPOrPHUIIO30B, KOTOPasi XapaKTepPH3yeTCs
KOHTPaKTypaMH B HECKOJbKUX TIpYIIax CyCTaBOB, YEpPENHO-IULEBBIMU AUCMOP(UAMHU,
3ajepkKoi pocta mona (3PI1), runonnasueit JerkuXx ¥ MHOTOBOJIUEM.

Hamu BbINONIHEH peTpOCHEKTUBHBIA aHAN3 OepeMEeHHOCTH U poJoB y 10 manueHToK
¢ [IIIC 1 tuna y mmona. Beero B I'Y PHIIL «Matb u auts» 3apeructpupoBaHo 15 ciydaes
[MIC 1 tuna. CpenHuil cpok yCTaHOBJIEHUS AMArHO3a MpHU YJIbTPa3ByKOBOM HCCIIEIOBAHUU
(Y3U) cocraBun 18,62+0,99 nenmens. B 5 u3 10 HabmioneHuil ycTaHOBIEHO MHOTOBOJME,
BO BCEX CIy4asx OTMEYEHO €ero mnporpeccupyromniee tedenue. Ilpepsano 6 wuz 15
OepeMEHHOCTEH TI0 MEIMKO-TeHeTHIeCKiM Toka3zanusM. Hamu otmeuena 100 % neramsHOCTH
cuHapoma: 4 miuoga NOruOaM BHYTPUYTPOOHO, 5 HOBOPOXKIEHHBIX YMEpPIM B PAHHEM
HEOHATAJILHOM Ieprojie. BpeMs ku3HU HOBOPOXKAEHHBIX KOJIeOaIoch OT 5 MUHYT 110 1 Mecsna.

KuroueBbie cioBa: apTpOTrpuIio3, MHOXKECTBEHHBIM BPOXACHHBIM apTPOrpHIIO3,
NOCJIEeI0BAaTeNbHOCTD e opMalni, CBsI3aHHas ¢ akuHe3uel miona, cunapom [lena-Illokeiipa
1 tuna, penorun Ilena-Illokeiipa.

Beegenne. IIIIIC 1 tunma — 3T0 rereporeHHas rpymnmna JETaJIbHBIX apTPOrPUIIO30B
¢ ayrocoMHO-penieccuBHBIM (AP) Tunmom HacnenoBanust (dactota 1 ma 1000000), xoTopas
XapaKTEpU3YETCsl BIPAKEHHBIM CHUYKEHUEM WJIM OTCYTCTBUEM aKTHBHBIX JBHKEHHUH Y IUIOAA,
a TaK)kKe KOMILJIEKCOM BTOPUYHO (POPMHUPYIOIIMXCS NATOJIOTHYECKUX U3MEHEeHuH [1].

VYcTaHOBIIEHO, UYTO  apTPOTPUIIO3  Pa3BUBAETCSl MOJ  BIMSHHUEM  OHJOTEHHBIX
(TeHEeTUYECKHX) U 3K30TeHHBIX (OKpYy’Karomias cpesa) (akTopoB, MPUBOIAIIUX K HAPYILICHHIO
noBUKHOCTU 3MOpuoHa/mnona. ®enorun Ilena-1llokeiipa onucan y mioja npu nopaxeHuu
HEPBHOMBIILIEYHON CHCTEMBI, B TOM YHCJIE BUPYCHOM ATHOJIOTMH (BUPYC KPaCHYXH, BETPSIHON
oclbl, 3WKa), MUOMATUAX (HACIEICTBEHHbIE M BPOXKJIEHHBIE), BACKYJIONATHIX, MATOJIOTUU
COCMHUTENBHOM TKaHM (XOHAPOJMCIUIA3UU), PECTPUKTHBHBIX JAepMonarusx. JlokazaHo
HEraTMBHOE BIUSHUE Ha JBUTATEIbHYIO aKTUBHOCTH IUIOAA psijia JIEKAPCTBEHHBIX CPEICTB
(MHOpeNakcaHThl, HEKOTOpPbIe MPOTHUBOAIUIEITHYECKUE CPEJCTBA), AJIKOTrOJsl, KOKaWHa,
AQHTUTEN K HEHpOTpaHCMUTTEpPaM U peleNnTopaM K aleTHIXOIMHY Iuioaa. Takue ¢akTopsl,
KaK MaJOBOJIM€, MHOTOIUIOHAs OEpeMEHHOCTD, a TAK)Ke OPOKH Pa3BUTHUS U OIyXOJIM MAaTKU
HE SIBJIAIOTCS TPUYMHAMM 3TOM natosioruu [1, 2, 3, 4].

B ocHoBe naTtoreHesa 3abojeBaHUS JIKHUT HapylIeHHE HEPBHOMBIIIEYHOW Iepenayw,
oOycnoBienHoe Mmytanueir B rene MUSK 9q31.3. Myranuss B yka3aHHOM Te€HE TaKxke
OMKMCAaHa MpPH HEKOTOPBIX JPYTUX HEPBHOMBIIIEYHBIX 3a00J€BaHUIX, HANpUMep, IpHU
BPOKIACHHOM MuacTeHudeckoM cunapome. CymecrByer rumoresa, yro [IIIC 1 tuma
MPEACTABISIET CcO00M (PEeHOTHNMYECKHM HamOoJiee TSHKENBIH BapuaHT psija 3a00JeBaHUN
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HEPBHOMBIIIIEYHOTO CHEKTpa. PaHHsIS MaHuecTanuss KOppenupyer ¢ Ooliee TKEITBIMU
(EeHOTUITUYECKUMH TTPOSIBICHUSAMU [ 1].

®enotun [MHIC 1 tuna Buepssie onucan Pena u Shokeir (1974, 1976) Ha ocHOBaHHH
MaTOJIOTOAHATOMUYECKOT0 MCCIIEOBAaHUS MOTHOIIUX IJIOJI0OB M BKJIIOYAeT MHOYKECTBEHHBIE
KOHTPAKTYpbl B HECKOJIbKHX TPYIaX CyCTaBOB, KAMMNTOMAKTUIHIO, JIULIEBBIE AUCMOpdUH,
3anepkky pocta miuona (3PII), xkopoTkuil KHIIEYHUK, KOPOTKYIO NYNOBHUHY, a TaKXke
rUnoIvia3uo Jierkux. B nureparype omucano okxono 100 cmywaes IIIIC 1 Ttumna
¢ mpeumyiiectBeHHO AP Turnom HacienoBanus. K HacTosmeMy BpeMEHHU BbISBIEHO 0K0J10 30
pasHOBUIHOCTEW 3aboyieBaHusl ¢ BapuaOeIbHOH KOMOWMHAIIMEH BBILIETIEPEUUCICHHBIX
npu3Hakos [1, 5].

Juarnoctuka 3a0ojeBaHus SBJseTCs npoOieMaTuyHOM U HauuHaercsa C Y3U mmona.
«KnroueBeiMu» Y3 MapkepaMu SIBISIOTCS aKWHE3US/THIIOKWHE3Ws TUI0NA, BBIHYKICHHOE
noJiokeHne koHeuHocTed, paHHss 3PII, rumoriasus TpyqHON KIIETKH, KOTOpBIE Yalle
yCTaHaBIUBAIOTCS B cpoke OepemenHoctu 18-20 wuemens. C 26-27 wHemenb recranuu
pa3BUBAETCs BBIPAXKEHHOE IMporpeccupyoiiee MHoropoaue. OmnrcanHas NaToNorHsl SIBIsSETCS
neranpHOi: 30 % mutomoB morubaroT BHYTpUyTpoOHO, B 70 % ciydaeB cMepTh HACTyIaeT
B paHHEM HEOHATaJllbHOM mepuoje. JluarHo3 YTOYHSETCS MPH MaTOJIOr0aHATOMHYECKOM
UCCIICIOBAaHNK  abopTyca/morudimero 1mioaa (HOBOPOXKIECHHOTO) W MOJATBEPIKIACTCS
obHapyxennem mytanuu B rene MUSK 9931.3 [1, 3, 6].

[Ipu ycranoBnenun cungpoma I[IHIC 1 Tuma npoBOAMTCS MEAMKO-TEHETHUYECKOE
koHcynbTHpoBaHue (MI'K) cembu ¢ 1enpio onpenesnenns TakTUKY BeEHUsST OEpEMEHHOCTH U
pPOJIOB, a TaKkKe OILEHKH IMPOrHO3a [UIsi MOTOMCTBA M IUTAHUPOBAHMS MOCIEAYIOIEH
OEpEeMEHHOCTH.

Heab: M3y4uTh COBPEMEHHBIE MOAXOMABI K JUAarHOCTUKE U BEACHHUIO OEPEeMEHHOCTH
¢ [IHIC 1 tuna y mioza.

Matepuanbl u mMeroabl. O030p nHUTEpaTYphl BBHIMOJIHSICA B MOMCKOBBIX CHCTEMax
PubMed, Wiley Online Library, eLibrary ¢ wucmons30BaHHEM KJIIOUEBBIX  CIIOB
«apTPOTPHUIIO3», «MHOXKECTBEHHBIM BPOKIACHHBIA apTPOTPUIIO3», «IIOCIETOBATEIHHOCTD
negopmanuii, cBA3aHHAs C akuHe3WeW Iuiona», «cuHapoM llena-Illokeiipa 1 Tunay,
«penotun Ilena-lllokeiipa». Undopmanus nosyyeHa U3 reHETUYECKUX KapT 00CII€JOBAaHHbBIX
narueHTok. [lox cemeiiHoil Qopmoll MBI MOHUMaNM MOBTOPHBIE CiIy4au 3a0oseBaHUS
C aHAJOTUYHOM KIMHUKON B omHO#M cembe. Y3U mpoBommnucs Ha ammapate Voluson E8
C UCIOJb30BaHHWEM TpPaHCAOJOMUHAILHOTO KOHBEKCHOTo pgatuumka 5 MIL[. Anamus
KapHOTHIIA BBIMOJIHAJICS C TOMOIIBIO cTaHaapTHoi Metoauku GTG-banding. B caygae
MpEPHIBAHUS OepeMeHHOCTH TIJI01bI MO/IBEPraIiCh MaTOJIOr0OAHATOMUYECKOMY
uccinenoanuto. [lpu ompenenreHun Bo3pacTa IJIOJA YYUTHIBAIM Cpok rectanuu. Cpesbl
napauHOBBIX OJOKOB OKpallMBaJIM TeMaTOKCHIMH-303MHOM. Cratuctudeckas oOpaboTka
MOJIYYeHHBIX JaHHBIX BBINOJIHSJIACh Ha mepcoHaibHOW OBM ¢ ucnonb3oBaHHEM
cratuctuyeckux rmakeros Excel, Statistica 10.0.

Pe3yabTaThl M UX 00cy:k1eHHe. B Hale nccienoBanue ObUTH BKIIOYEHBI OEpeMEHHBIE
c [MIIC 1 Tuna y mimoma Wid y HOBOPOXKIEHHOTO, MpoxoauBiiue oOciemnoBanne B PHIIL]
«Martb u nuta» ¢ 1972 roga no Hactosiiee Bpemsi. /J{uarHo3 yctaHoBieH Ha ocHOBaHUU Y 3U
Y TaTOJIOr0AaHaTOMHYECKOI0 MCCIIeIOBaHMs MOPakKeHHBIX IM1070B. Beero 3apeructprupoBano
15 cnywaes IIIIIC 1 tuma B 10 cempax. CpenHuil BO3pacT MNAUMEHTOK COCTaBUII
30,6+7,34 roma. B 5 cembsax (10/15) ycranoBneHa cemeitHas ¢opma 3a0oneBaHus y IUIOAA,
B OCTaJIbHBIX ceMbsiX (5/10) BbIsIBIICHO 10 otHOMY cirydaro 3abosieBanust [THIC 1 tuna (5/15).

102



[Ipoananu3upoBaH COMATHYECKMH  aHaMHE3 MaTepel: 6 IKCHIIUH  HUMENH
AKCTpareHUTAIBHYIO MaTOJIOTHIO, Y MAIIMEHTOK ¢ CeMEHHON (hopMoi cHHApoMa Tpeodagaim
3a00J1€BaHUs KOCTHO-CYCTaBHOW CHUCTEMBI U COCIMHUTEIBLHON TKaHH, Takue Kak ckoyno3 (1),
muonusa (1), manple aHomanuu cepamna (1). Y OepeMeHHBIX CO CHOpaguvecKoi (opmoid
JTUATHOCTHPOBAHBI SHIOKPUHHAS MATOJOTUs (AQyTOMMMYHHBIM THpEeoWauT — 1 ciydai,
TUTIOTHPEO3 — 2) U XpOHUYECKU racTpurt (1).

B mamreii rpymre wccnenoBaHus OCpEMEHHOCTh OCJIOXKHIIIACH YIPO30U TMpEphIBAaHUS
(4/15), TsDKENBIM paHHUM TOKCHKO30M (2/15), a Takke OoCTpoi pecrnupaTOpHON MH(EKIHEH
(2/15). ¥V 5 xeHIIWH aKylmIepCKUi aHaMHeE3 ObUT OTATOIICH 3IMU30JaMH CaMOTPOU3BOIBHOTO
npepbiBaHusi 0EPEeMEHHOCTH B 1-M TpuMecTpe.

B 10 wnaGmogeHusx mpoBeleH KOMOMHHPOBAaHHBIA CKPUHHUHT, 10 pe3yjabTaTam
KOTOPOTO HU OfHA OepeMeHHas HE BOILIA B TPYIIY BBICOKOTO PHUCKA IO XPOMOCOMHBIM
3a00JIeBaHUSIM.

B 10 naGmronenusax nmanumentkam mpoBoauiiock Y3U mioga. B 5 cayuasx Y3U mnona
HE MPOBOAMIIOCH BBUY BHEJIPEHHSI 3TOTO BUJIA UCCIICJOBAHMS B JUATHOCTHUYECKYIO MPAKTUKY
B koHie 1980-x romoB. Cpemnuil Cpok ycTaHOBIeHUs auarHoza 1o Y3U cocraBui
18,62+0,99 nenens. Ha pucynke 1 npeacrasnensl Y3 Mapkepsl 3a00JeBaHus, KOTOpPbIE ObLIN
YCTAHOBJICHBI Y 00CJICIOBAHHBIX TUIOIOB, YTO COTJIACYETCS C JINTEPATYPHBIMH JTaHHBIMH [1, 2,
3, 7]. B 50 % na6moaenuii (5/10) ycTaHOBICHO MHOTOBOJIME, BO BCEX CIyYasX OTMEUEHO €ro
nporpeccupytomiee TedeHne. CpemqHUH CpPOK YCTAHOBICHHS MHOTOBOJUS — COCTaBHJI
24,044,36 nenenp. OgHako B OJHOM M3 ciay4yaeB NMpu Y3 CKaHUPOBAHHMM IUIOAA HE OBLIO
BbIsiBIIeHO MapkepoB [IIC 1 tuma.

RARAATTION A2 AOTHFR R
WAERTIHE T TNy AN Y I

CONTRAST VIO WIGHT (70 GAMMA | SARPW 5%

CONTRAST (1) BRICHI A28  GAMMA 1 SHARPNISS 7

RMGC/OB MI11 TV PHIL wis o M09 TV PHILCMarh w AwTs
96cm/19/68Hz  Tib 0.1 & n5 Hz Tib <01 02.07.2021

Pucynok 1 — Y3-mapxkepsr [TIIC | tima y mioaa

HpI/IMC‘laHI/ICI a — (1)I/IKCI/Ip0BaHH06 MOJIOKEHHE KOHCYHOCTEH: BEPXHUC KOHEYHOCTU B COCTOSHUU CFI/I6aHI/IH,
HH)XXHHUC — B COCTOSHUH pa3FI/I6aHI/Iﬂ; 6 — OKBUHOBApyCHad ,ueq)opMaum{ CTOII, B — <«CTOIIbI-KadaJIKu»,
T — BOJJHKA IUI0Ja.
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B OonpmmHCTBE CciiydaeB Y3 Mapkepbl apTpPOTPUIIO3a BBISBISIOTCS BO 2-M WU
3-m TpumecTpe [2, 3]. Ognako B 80 % ciydaeB B HaIIeH rpymnme UCCIe0BaHUs 3a00JIeBaHIE
JMarHOCTUPOBAHO /10 22 Heslenb OEpEeMEHHOCTH.

bepemennnie ¢ IIIIIC 1 Tuna oTMedarOT HapylleHHWE BOCHPHUATHS HIEBEJIICHUH ILI0Aa
OT CHMJKEHHUS 0 IOJIHOTO OTCYTCTBHS. J[BMIKEHHUS IJ10J1a HEOOXOJUMBI JUIsl HOPMAJIbHOIO
pa3BUTUS MBI, CYCTaBOB, KOCTHOM U JIeroyHoil TkaHW. IloaBmxkHOCTH muuna, Tena
U KOHEYHOCTEH, JbIXaTelbHbIE U IJIOTATEJbHbIE JIBUJKEHUS MOTYT OBbITh OLICHEHbI
npu Y3 CKaHUpPOBAaHUM IUIOAA HayuHasg C 12 Hedenp OEpPeMEHHOCTH W CIIyKaT
YyBCTBUTEIBHBIMH M  CIHEHU(PUYHBIMU MapKepaMH €ro HEBPOJIOTUYECKOTO CTaTryca.
BoBnenue B 1-m TpumecTpe Takux Y3 NPHU3HAKOB, KaK aKMHE3Ws/TMIIOKMHE3MS IUIOJA,
(buKCcUpOBaHHOE IMOJIOKEHHE KOHEUYHOCTEH M MOJKOKHBIN OTeK (KMCTO3HAsi TUTPOMa/BOJISTHKA
IUI0/1a) MOTYT CBHJIETENBCTBOBATh B MOJB3Y JIETAIbHON (OpMBI apTporpumnosa. B Takoi
CUTyalluu Ilejgecoo0pa3HO TPOBEACHHE JIWHAMUYECKOro Y3 CKaHHpPOBaHHUS IUIOAA
nponosskutenbHocThio 30—45 munyt B 14, 16, 18, 20, 22 Hepenu rectaluu C LETbIO
mubdepentmansaoil  guarHoctuku [IIIC 1 Ttuma ¢ gpyrumu jetanbHbIMH  (hOpMaMu
apTPOTPHIIO3a U YCTAHOBIICHUS cpoka MaHupecraruu MmHOroBoaus [2, 3]. Kak B onmmcaHHbBIX
JUTEPATYPHBIX UCTOUHHUKAX, B HAILIEH IPYIIE UCCIEAOBAaHUs AMEHTKU TAKXKE YKa3bIBaJIu Ha
3HAYUTEIBHOE CHU)KCHHUE MICBEJICHHS IUI00B BO BCEX HAOIIOACHUSX.

Bo Bcex cnydasx npenatanbHoi aquarnoctuku [MILIC 1 tuna cembsim nposeneno MI'K,
PEKOMEH/IOBAaHO IMPOBEJICHUE WHBA3WBHOM mpeHartanpHOM guarHoctuku (MUII) -
amHuouenre3a (All) ¢ nenbo KapuOTUIIMPOBAHMS IUIOAA M HCKIIOYEHHS] XPOMOCOMHBIX
3aboneBanuii. All mpoBeneH B 5 ciaywasix, B 3 — MOJlyueH OTKa3, B 1 — mporenypa He
IpOBE/EHA B CBSI3M C HAJMYMEM IPOTHUBOIOKa3aHW. Bo Bcex HaOIIOAEHUSX YCTaHOBIICH
HOPMAaJIbHBIM KapUOTHUI IIOAA.

[Ipy paHHeM yCTaHOBJIIEHMM JuarHo3a (no 22 HeJelb TecTaluu) Lelecoo0pa3Ho
npepbiBaHle OEpPeMEHHOCTH C MOCTEIYIOIUM MaTOJIOr0aHATOMHUYECKUM HCCIIeI0BaHHEM
abopTyca U MOJEKYJSIPHO-TEHETHYECKOW TMarHOCTHUKON. EcCiu ceMbs MpUHUMAET pEIICHHE
MIPOJIOHTUPOBATH OEPEMEHHOCTh, peKOMeHIyeTcs ipoBenenue Y 3U mona B nunamuxke [ 1, 2].

B Hameill rpynme npepBaHo 6 u3 15 OepeMeHHOCTEH MO MEAMKO-T€HETHYECKUM
MOKa3aHUsM, 2 NAIUMEHTKH OTKa3aluch OT ImpepbiBaHus. CpeaHuil CpoK IpepbIBaHUs
okazancs 18,16t 0,69 memens. Cpennuii cpok pogopaspemienus — 36,44+4.47 wHenens.
Omnepanys KecapeBo ce€4eHHE NMpoBe/ieHa 4 maleHTKaM, 5 KEHIIUH poJIopa3pellieHbl Yepes
€CTECTBEHHbIE POJIOBble NyTU. [loka3zaHuMAMM K omepanuy SIBUIUCh ONEPUpPOBAHHAs MATKa,
MOTIEPEYHOE TIOJIOKEHUE TUT0/Ia, aHTeHaTallbHasi THOeNnb MiIoAoB B cpoke 29 u 31 Hexenu
O6epemenHocTu. PopopaspemieHne Takux OEpEeMEHHBIX PEKOMEHYeTCsl OCYIIECTBIATH B
aeyeOHbIX  yupexaenusx |V - nmepunarampHoro yposus. K. M. Niles etal. (2019)
PEKOMEHAYIOT IPOBEJCHHUE IUIAHOBOM oOmepaluu KecapeBO CeueHHe, 4TO OOYCIIOBIEHO
BBICOKOM 4acToTON TazoBoro mnpemiexanus y mwiofos ¢ [IIIIC 1 tuma, a Takke coueTaHuEM
3a00JIeBaHUs C OCTEONIEHHENW/0cTeonopo3oM y mioza [2, 3]. Ha Ham B3riisi, Bompoc o MeTojie
poJIopa3pelIeHns HyK/1aeTCsl B TOTIOTHUTEILHOM OOCYXICHUU, YUUTHIBasi HEOIaronpUsiTHBII
MIPOTHO3 JUIsl )KU3HU U 37I0POBbsI IJI0/1a C YKa3aHHBIM 3a00JIEBaHUEM.

I[MIIC 1 Tuma sBnsercs netanbHON martomorueii, 30 % maomoB morubaet
BHYTPUYTPOOHO, @ HOBOPOKJIEHHBIE OOBIYHO YMUPAIOT B MEPBBIA Mecsll )ku3HH. [Ipruunnamu
paHHEH CcMepTH JeTel NpU3HaHBl BpOXKAECHHBIE mMopoku pa3Butus (BIIP) nenrpanpHON
HepBHot cuctembl (IJHC), HecoBMecTHMBle C JKH3HBIO, W TSKENas JbIXaTelbHas
HEJOCTAaTOYHOCTh BCIIEACTBHE TUIOIUIa3uu Jierkux. Hamm ormedena 100 % neranbHOCTH
cugapoma: 4 miojna mOruOiauM BHYTPUYTPOOHO, 5 HOBOPOXKIEHHBIX YMEPIM B paHHEM
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HEOHATaJThbHOM TiepHoAe. Bpems >KU3HH HOBOPOXKIEHHBIX KONEOAIoch OT 5 MHHYT
no 1 mecsma.

BBDKMBIIMM HOBOPOXKJIEHHBIM II€JIECOO0pa3HO MPOBEICHUE aHallM3a Ha KApUOTHIIL,
sxokapauorpaduu, MPT romoaoro mo3sra [1].

Ilamonozoanamomuuecxkoe uccieoosanue abopmyca/nozuduieco nuooa
(H080p0#COEHH020) TIOMOTAET JOMOJHUTH TAHHBIE NMPEHATAIBHON TUArHOCTUKHU, ONPEACIIUTh
MOKA3aHUsl IJIsl TEHETHYECKOTro 00CIIeIOBAaHMSI U MOBBICHTH TOYHOCTh OIICHKH PUCKa ITOBTOPA
3a00JjIeBaHus B TOCieayromyo oepemenHocts. Boyd P.A. et al (2004) npoaemMoHcTprupoBaIn
[[EIeCO00Pa3HOCTh TMPOBENCHUS AayTONCUU I YTOYHEHHWS JWarHo3a W TMPOrHOo3a s
noromcTBa: B 35 ciyvasx u3 132 (27 %) puck noBTopa Obu1 u3MeHeH, B 14 % — yBenuyeH [8].

Benymumu natonoroaHaTOMUYECKMMH TpU3HAKaMU OOJI€3HU B TPYIIE UCCIIETOBAHUS
SIBIJINCh MHOXXECTBCHHBIE KOHTPAKTYPHI CYCTaBOB (TUICUEBBIX, JIOKTEBBIX, JIY4E3aIlsICTHBIX,
KOJICHHBIX, TOJICHOCTOITHBIX), JKBHHOBapycHas nedopmMaius cTon Wi (opma «CTOMbI-
KayaJKuy, JHIEBble AUCMOPGUU (TUMEPTETOPU3M, KIIOBOBUIHBIA HOC, MHKPOTHATHUSA,
paciienuHa HeOa, HU3KO MOCAKEHHBIE TUCIUIACTUYHBIE YIIN), TUIIOIUIA3Hsl TPYJHONU KIIETKH.
Takxke ObUTM  ONUCAHBI  KAMNTOMAKTWIINS/CUHIAKTWINS, OTCYTCTBHE  IajJbMapHOUN
UCUYEPUCHHOCTH, JepopMaiusi KOHEYHOCTEW W/WIM TO3BOHOYHHMKA, HEMPONOPLHUOHAIBHO
KpyIHAas TOJIOBA, MaJCHbKUU POT, KOPOTKas Iesi, THMo/aria3us cKeleTHbIX Mbim, 3PII,
KOPOTKHUM KHIIIEYHUK, KOPOTKAasl MYIMOBHUHA, KPHUITOPXU3M, OCTeOmopo3. ['mcromormueckoe
UCCJIEIOBAHUE IMOMEPEYHOIONIOCATON MYCKYIaTypbl MPOAEMOHCTPUPOBAIO YaCTHUYHYIO
MBIIIEYHYIO aTpouio, pexe — 3aMelIeHHe MBI JKUpoBOW wiau  (pubpo3HOH
TKaHbto. OnucaHHbIE MAaTOJIOr0AHATOMUYECKHE HAXOJKH COTJacyloTcs C JaHHBIMU
auteparypsi [2, 5, 7, 9].

Jns yrouHeHusi AuarHo3a cieayeT MPOBOAUTH Oughghepenuyuanvhuyro OuazHoOCMUKy
¢ Tpucomuen 18, nmeranbHOl (GopMON CHHAPOMAa MHOKECTBEHHBIX mTepuruymoB (#253290,
OMIM), neTambHBIMH CHHAPOMAaMH BpPOXKICHHBIX KOHTPAKTyp W  IepeOpPOOKYJI0-
damumockenetHeiM cuHApoMoM (#214150, OMIM). HopmanbHbINi KapuUOTHII, OTCYTCTBUE
OTEPUTUYMOB C (DJICKCOPHBIMH KOHTPAKTYpaMH, MHKPOPTaIbMHUM M MHUKpouedamnu
ykaspiBatoT Ha [1IIC 1 tuma [1, 5, 10].

OcCHOBHYIO pOJNIb B TATOreHe3e 3a00JIeBaHUsI WTPAIOT HAPYIICHHUS B MOJCKYJISPHBIX
MeXaHM3MaX HEpBHOMBIIIEUHON nepenaun. B nureparype onucaHa miBeAcKas CEMbs C MSIThIO
MOPaXCHHBIMU IIJIOJIAaMU U JIaTCKas OOIIMHA, B KOTOpPOM 3a0oiieBaHME YCTaHOBIEHO y 11
JI0/10B. Y BceX 00CJeIOBaHHBIX TUI0J0B BhIsBIeHA MyTtamnus B reHe MUSK 9931.3. MUSK
(muscle, skeletal, receptor tyrosine kinase) — perenTopHblii O€OK, OTBETCTBEHHBIN 3a
HEPBHOMBIILIEYHBI CHHANTOTEHE3, HapylleHHe ero padoThl MPUBOAUT K (HOPMUPOBAHHIO
¢enoruna Ilena-Illokeiipa u rubenu mioga/HoBopokAeHHOTO. [IpoBeneHrne MOJIEKYISIpHO-
TeHeTHYeCKoro aHanm3a Ha wmyrtaiuio B rene MUSK 9g31.3 mo3Bomsier TOATBEPAUTH
MarHo3, paccuMTaTh pPHUCK T[OBTOpa Yy T[OTOMCTBA, a TaKXe pEluTh BOIPOC
0 11eJIeCO00Pa3HOCTH MPOBEIEHUSI MPEUMILIAHTAIIMOHHOTO T€HETHYECKOTO TECTHPOBAHUS
nmn UITJ] — O6uoncum Bopcun xopuwona (bBX) m AlLl B mocnenyromryro O0epeMEHHOCTb.
Niles K.M. et al (2019) pexkoMeHIyIOT POBEJICHUE TTOJHOPK30MHOTO CEKBEHHPOBAHHMS, YTO
no3possier moarBepauth I[IIIIC 1 Ttuma, mpoBectn nuddepeHuanbHy0 IUarHOCTHKY
C JApYTMMH JeTalbHBIMH (OpMaMu aprporpuIio30B, a TAaKKe BBISBUTH HOBEHIC, paHee
HE OIKCAHHBIE B JIUTEpAType MYTAI[MU CO CXOKUMH KIMHUYECKUMU MPOSBICHUIMH [2].

VYuuTbiBas ayTOCOMHO-PELIECCUBHBIN TUIl HAcleIOBaHUS 3a00JieBaHUs, PUCK MOBTOpA
B CeMbsX C oTsAromeHHbIM aHamHe3oM mo [IIIC 1 Ttuma crnemyer ouenuBath B 25 %.
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[lpy OTCYTCTBMM yTOYHEHHOIO JMarHo3a pHCK MOBTOpa cocTaBiseT 3-5%, npu
Bosieuennoctu [THC — 7 % [1, 2].

3akmoyenue. HeGmaronpusTHeIid MPOrHO3 IS ’KU3HU M 370poBba miofa mpu [THIC 1
TUNA JUKTYyeT HEOOXOIMMOCTh paHHEH JUAarHOCTUKM YyKa3aHHOW MaToJIOTUU. ITO
3a0oJeBaHMe CJeIyeT BKIOYaTh B JU(QepeHIHaIbHbIl JAMarHO3 BO BCEX CIydasx
[IPEHATAJIbHO BBISIBIEHHOIO MHO>KECTBEHHOT'O apTpPOrpuIlo3a B COUYETAHWU C THUIIOIIA3UEH
nerkux, 3PIl u mporpeccupyromuM MHOTOBOAMEM, MaHH(ECTUPYIOIIMM BO 2-M W Hayaje
3-ero Tpumectpa. TmaTtenbHblii cOOp ceMeHHOro aHaMmHe3a, a TakKKe KaueCTBEHHas
VY3 nuarHocTMKa M 1aTOJIOr0AHATOMMUYECKOE MHCCIIEIOBAHUE WIPAIOT KIIOYEBYIO POJIb
JUIsl YyCTAaHOBJIEHUS IUArHo3a.

BreisBienne VY3-mapkepop I[IIIIC 1 tmma Bo BpeMs OEpeMEHHOCTH JTUKTYET
HE00X0IUMOCTh 0oJiee MPOAOIDKUTEIBHOTO M JAETAIbHOTO CKaHUPOBAHMUA IUIONA, YTO
BKJIFOYAET:

e nposeneHue Y3U  mpomomxutenbHocThio 3045 MHMHYT ¢ MHTEpBajIoM
B 2 HEJENu;

® OLICHKY BOBJICYCHHOCTHU TYJOBUIIA W KOHEYHOCTEW IUIOJA, BKIIOYAs JBHXKCHUS
B CyCTaBax, ONHCAHHE pPACIOJOXKEHUS U (OPMBI KUCTEH U CTOI, OLEHKa aedopmaruil
JUIMHHBIX TPYyOYaThIX KOCTEH M MO3BOHOYHMKA M CTENEHH MX OCCH(HMKAINHU, MOJBHKHOCTH
nuadparMel, TIIOTaTEIbHBIX ABIKCHUH TUIOAA;

® UCCIIeIOBaHNE OOJIACTH JIMLA U IIEH C LENbIO BBIABICHHE TUCMOPQHI, XapaKTepPHBIX
quts ITHIC 1 tuna;

e TIIAaTEIbHbIH Y3 CKaHUPOBAaHME TOJIOBHOI'O MO3ra W TIPYJHON IMOJOCTH IUIOJA,
¢ uenwto uckimouenus BITP ITHC u onenkn cpoka mMaHudecTallMyu THIIOIJIA3UN JIETKUX Kak
HauOosee 4YyBCTBUTEIBHBIX MPEJUKTOPOB HEOJArompuUsTHOTO MPOTHO3a I KU3HU
Y 3JI0pOBbS IJI0/1A;

® OIIGHKY KOJMYECTBa OKOJOIUIOAHBIX BOJ ¢ 18 Hemenb OepeMeHHOCTH
C MHTEPBAJIOM B 2 HeJIeJIM JJIsl OLIEHKU CpoKa MaHH(ecTallii MHOTOBOIHS.

ITpu MI'K cembu oOcysxnaercst mporHo3 Hacrosuieil OepemenHoctu. Ilpeanaraercs
npoBeseHue ALl ¢ 1enbio HCKITIOYEHUST XPOMOCOMHBIX 3a0oseBanuil y miuona. O6cyxaaercs
11€JIECO00PAa3HOCTh  MPOJIOHTHUPOBAaHUS ~ OepeMeHHOCTH. JluarHo3  yTowHsIeTCSs  MpHU
[aTOJIOT0aHATOMUYECKOM HCCIIEIOBAaHUM a0opTyca/morudiero mioaa (HOBOPOXKIEHHOTO)
U TOATBEepkKIaercs oOHapyxeHmem wmyrtammu B reHe MUSK 9g31.3. Crenyer
UH(POPMHUPOBATH CEMbIO, YTO MPU KaXJ0H mocieayromeil 6epeMeHHOCTH pUCK 3a00JIeBaHUs
y miaoja coctasiser 25 %, Mo3TOMy MpH HaJIWMYUU PENpOAYKTUBHBIX IUIAHOB >KEHIUHAM
C OTArouieHHBIM ceMelHbIM aHamHe3oM no [IIIIC 1 Tuma cnenyer pexkoMeHIOBaTh
nposenenue UM — BBX B cpoke 11-13 nwegens wiu All B 1618 Hexens 6epeMeHHOCTH
C TIOCHEAYIONIEH MOJIEKYJISIPHO-TEHETHYECKON TMarHOCTUKOM.

Ha nam B3ruisig, MeTos pojiopaspelieHus cieayeT o0CyK/1aTh KOJUIerHaibHO, YUUThIBas
MPOTHO3 JUIsl )KU3HU U 3/I0POBbS IJI0/1a U aKYILIEPCKYIO CUTYAIHIO.

[IpencraBiaenHoe wuccieqoBaHue OyaeT CrIoOcOOCTBOBaTh HAKOIUICHHIO CBEJCHUN
0 mnpeHaTalbHBIX Y3 W noctHaTainbHbIX nposBiaeHusx [IIIIC 1 tuma, nossleHuro
3¢ (HEeKTUBHOCTH JUATHOCTUKH ITOTO 3a00JIEBaHUS M ONTHMU3AIMUA TAKTHKU BEICHUS TaKHX
OEpEeMEHHOCTEM.
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PENA-SHOKEIR SYNDROME TYPE 1 IN FETUS:
DIAGNOSTICS AND MANAGEMENT
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Pena-Shokeir syndrome type 1 is a group of lethal arthrogryposis, which
is characterized by contractures in several groups of joints, craniofacial dysmorphia, fetal
growth restriction, lung hypoplasia and polyhydramnios.

We performed a retrospective analysis of pregnancy in 10 patients with type 1 PSS
in fetus. 15 cases of PSS type 1 were registered. The average time of ultrasound diagnosis was
18.62+0.99 weeks. In 50.0+15.81 % (5/10) of observations polyhydramnios was detected, its
progressive increase was noted in all cases and in 3 cases developed severe polyhydramnios.
40.0+6.15 % (6/15) of pregnancies were terminated for medical and genetic reasons. We
noticed 100 % mortality of the syndrome: 4 fetuses died in utero, 5 newborns died in the early
neonatal period. The lifespan of newborns ranged from 5 minutes to 1 month.

Keywords: arthrogryposis, arthrogryposis multiplex congenita, fetal akinesia
deformation sequence, Pena-Shokeir syndrome type 1, Pena-Shokeir phenotype
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