Bo3aMOXXHOCTN O0Ka3aHUg MeauLUHCKON NoMOoLL U
B COBPEMEHHbIX YCNOBUSX HA NpumMepe
CeMbW C HacneacTBEHHOW naTtosnoruen

Nazuna N1.B.', Boatonb H.H.", Boxmsinuna H.B.!, Epumosa A.I".2, Cepe6psikoBa E.A.>78,
MBaweHko T.3.3, Mortos 0.C.>"8, Motos A.C.>"8, PomanoBa 0.B.”, KypaHosa M.J1.4,
Bacunuwmna A.A.4, Cycnuupin E.H.%, Muxaiinos A.B.%, Capana A.M.”8, LLlep6ax C.I.", Bapanos B.C.>2

! CaHkT-lNeTepbyprckoe rocyaapcTBEHHOE Ka3deHHoe yupexaeHne «uMarHocTuyeckuii LeHTp (Meamko-reHeTndeckunin)», mgecons@mail.ru
2 CankT-TeTep6yprckoe rocyapcTBEHHOE BI0AXKETHOE YUpEXAeHe 3ApaBooXpaHeHns «JleTckas ropoackas 6onbHuua Nel»
3 depepanbHoe rocyIapcTBEHHOE GIOXKETHOE HayYHOE yupex/eHne «HayyHo-UCCneoBaTeNbCKNii MHCTUTYT aKyLiepcTBa, FMHEKoNorum
n penpoaykumn um. A.0. Otta», CaHkT-MeTepbypr
4 ®depepanbHoe rocyapcTBEHHOE BI0XETHOE yYpexaeHne Hayku «MHCTUTYT umMtonorum Poccuiickon akagemmun Hayk» CaHkT-MNeTtep6ypr
5 depepanbHoe rocyapcTeeHHoe GloaXeTHoe 06pa3oBaTebHOE yupexAeHne BhiCLLero o6pasoBaHys
«CaHkT-lNeTepbyprcknini rocyAapCTBEHHbIN NegnuaTpuieckmii MeANUMHCKUA YHUBEPCUTET»
6 CaHkT-lNeTepbyprckoe rocyfapcTBEHHOE GI0XKETHOE YYpEeXAEHNE 30paBOOXPaHEHNS «PoannbHbI AoM Ne17»
7 CaHkT-leTepbyprckoe rocy1apcTBeHHOe GIoKETHOE yHpeXaeHne 3paBooxpaHenust «Fopoackas GonbHuLa Ne 40», CaHkT-MeTep6ypr
8 CankT-TeTep6yprekuii FocyaapcTBeHHbI YHBepcuTeT, CankT-MeTepbypr

B cTatbe npencTaBsieH KIMHUYECKMIA 1 TabopaToOPHbIA AMarHOCTUYECKUIA NYTb ANS YTOYHEHWS AMarHo3a npv pefikoin HacneacT-
BEHHOI naTtonorum y pebexka — cmHapoma Hos—JlakcoBoii. MokasaHsl coBpeMeHHble BO3MOXHOCTM NGS-cekBeHMpoBaHUs, Mone-
KYNSPHO-reHEeTUYECKOW NpeHaTanbHON AMArHOCTVKM HACNeACTBEHHON NaTonoruy M akywepcko-rmHEKONOrMYeCKo MOMOLLM Npu
cneayoLleii 6epeMeHHOCTU B CEMbE.

KntoyeBble cnoBa: cuHapom Hos—JlakcoBoit, NpeHaTanbHas AnarHocTuka, akylepcko-rmHekonornyeckas nomoLLb.
ABTOpbI 3a8BNSAOT 06 OTCYTCTBUM KOHMMKTA UHTEPECOB.
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CYLapCTBEHHbIA YHBEPCUTET. DK30MHOE CEKBEHMPOBaHUe NpoBoaunack B HayyHom Mapke CM6IY.
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The paper gives an example of «dyagnostic Odyssee» of the patient with rare hereditary condition, Neu—Laxova syndrome. This
case report emphasizes the role of Next Generation Sequencing in establishing the difficult diagnosis; also it demonstrates modern
approaches to prenatal DNA analysis and obstetric care in pregnancy.
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B Hacrosiee BpeMs ornucaHo 6ojiee 6000 MOHOTeHHBIX aTUNUYHOCTBbIO  IIPOSBJIEHUSI CHUMIITOMOB, U  TOJIbKO

3aboneBaHnii. C HIMPOKUM BHEAPEHUEM MOJIEKYISIPHO-Te-
HETUYECKUX UCCIICIOBAHUI B MEAMIIMHCKYIO MPAKTUKY JAra-
THOCTUPYIOTCS HOBBbIE HACJIEACTBEHHbIE OOJe3HU WJIM OIU-
ChIBaeTCsl KIMHUYECKash KapTUHA C HESPKO BbIPAXKEHHBIMU
CUMIITOMaMU TIPU YK€ M3BECTHBIX HACJENCTBEHHBIX CUH/I-
poMax. B Takux ciydasix TpyaZHOCTH KIMHUYECKOW TUarHoC-
TUKU CBSI3aHbI ¢ BApUaOebHOCTbIO KITMHUYECKOM KapTUHBI,

C WCITOJIb30BAaHUEM COBPEMEHHBIX METOIOB TUATHOCTUKU
BO3MOXHO YTOYHEHUE AMArHO3a.

Ha nmpumepe cembu ¢ peakoii HacaeaACTBEHHO MaToyio-
THMeii PenCcTaBIeHbI CIOXHBIN U ATUTETbHBIN ITyTh TUATHO-
CTUKM HACJEeJCTBEHHOM IMaTOJOIMM, BO3MOXHOCTU COBpE-
MEHHON OUarHOCTUKHU, 3()(MEKTUBHOCTh B3aMMONIEHCTBUS
CMEUATUCTOB MEIUIMHCKUX CIyXO0 paszHoro mpoduis
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KIMHUYECKUE CNYHAU

B OKa3aHMM MOMOLIU CEMbE C YTOUHEHHbBIM AMArHO30M Ha-
CJIeICTBEHHOTO 3a00JIeBaHMUSI.

BriepBbie ceMbsi 0OpaTuiach Ha KOHCYJIBTAIIMIO K Bpa-
4yy-TeHeTUKY B Menuko-reHeTnyeckuii ieHTp Cankr-Iletep-
oypra (CITb I'KY3 MTI'Ll) B peBpaine 2014 roaa 1o nporHosy
MOTOMCTBA B CBSI3U C HAJTMYMEM PaCIIETMHBI MATKOTO 1 Yac-
TUYHO TBEPAOTO Heba U OJy>K/Iatolleil TOYKY CripaBa y Marte-
pu. Iyt cynpyxeckoii rmapbl 6epeMeHHOCTb TiepBasi, Ha MO-
MeHT obpanieHust B MT'LL cpok 6epemeHHocTu 9/10 Henesb.
Poavrenu mononbie, 24 u 25 net, it 060ux Opak MepBbIid,
He poACTBeHHbIN. OTel| cTpajaer aieprueii, y marepu —
XPOHUYECKUIi MresloHedpUT. Y oTlia KOHCYJIbTUPYEMOIi Ma-
LIMEHTKM TaKXKe IUarHOCTUpoBaHa OfyXnarolas mnpaBasi
nouka. B pe3ynbrare KOHCYIbTallMU ObLTN OTNpeeeHbl prc-
KU TI0 POXIEHUIO peOEHKA C HAC/IEe[ICTBEHHO! MaTOIOTUEN 10
5%, 1o BpOXIEHHOMY IOpPOKY pa3BUTHs HEGa mo 2%, 1o
xpomocomHoit narosnoruu 1/700. Tlpu mpoBeaeHUM YJIbTpa-
3ByKoBoro ucciaenoBanus (Y3W) miona B cpoke 11/12 He-
nenb B MI'LL BpoXXIEHHBIX TOPOKOB pa3BUTHS U dXorpadu-
YECKUX MapKepoOB XPOMOCOMHOWM TAaTOJIOTMHM He BBISIBIIEHO.
ITo pesynbTaty OMOXMMUUYECKOTo CKpUHMHra I Tpumectpa
(3HaueHust PAPP-A — 1,37 ME/x (0,62 MOM)), HCGb —
29,50 ME/n (0,59 MOM), pucku no tpucomusim 21, 18, 13
— Huskue. [Ipu noBropHoMm npoBeneHuu Y3UW Ha cpoke
19 Henenb 3 AHEl IMArHOCTUPOBaHA 3a1epXKKa BHYTPUYTPOO-
Horo pasputus 1oaa (cummerpuuHas dopma?) (3BYP), no

Puc. 1. ®eHotvn pebeHka. .

Puc. 2. ®eHoTtnn pebeHka.

(peroMeTpuuecKMM  MOKazaTeasiM  IJIOA  COOTBETCTBOBAJ
17/18 nenensm, pa3mepbl MO3XeUKa COOTBETCTBOBAIN 16 He-
nensim 6epeMeHHoCTH. bblia mpoBeneHa MHBa3WBHAsK MpeHa-
TaJlbHasl IMAarHOCTUKA; KApUOTHUIT KJIETOK IIaleHThl 46,XY.
IIpu koHTpoabHOM Y3U B cpoke 22/23 Hea. COXpaHSLIOCh
OTCTaBaHME B Pa3BUTHUM TUIONA HA 2 Heeu.

IToBTOpHAsi KOHCYJIBTAllMsSI CEMbM  BPauOM-TEHETHKOM
MTT cocrosnach B okTsiope 2014 rofa 1o npumialieH!o Bpa-
ya Jlerckoit roponckoit 6ombHUIBI Nel Cankr-IletepOypra Ha
26 eHb XU3HU pedeHka. M3 ocobeHHOCTel aHaMHe3a: BO Bpe-
MsI OEpeMEHHOCTU Pa3BWJICSI CaxapHblii AMa0eT OepeMEeHHBIX,
6e3BoHbIN Tiepron 224. 50 MuH., ponbl Ha 38/39 Hepene. [Tpu
poxIeHuu JHa Tena 43 M., macca tesa 1 920 r, okpykHOCTU
rofioBbl 28 cM, rpyad — 28 cM. OTMevaiach reMOoJIMTUYECKast
00J1e3Hb HOBOPOXKIEHHBIX. BbIsiBIeHA BpOXKIEHHAsI KaTapakTa.
Ha cepuu MP-toMorpaMM rojloBHOro Mo3ra ornpenessiiach
MaJibhopmalivsi FOJIOBHOTO MO3ra: MUKPOTUPUS, JTUCCoHLEdha-
JIVSI, arupust, arjia3us MO30JIMCTOTO TeJla; HapyxKHasi TUApOLe-
danus B CTPyKType BTOPUYHBIX aTPO(PUUECKUX U3MEHEHUIA TO-
JoBHOro mosra. [lpu ocmotpe obpaiianu Ha cebsi BHUMaHUeE:
3aepKKa (DU3MYECKOTO PasBUTHUS, MUKpOLIeaIns, KPYITHbI
MPSIMOM  HOC, MUKPOTEHUsI, BBICOKOE HE0O, AMCILIACTUYHbIC
VIIIHbIE PAKOBUHBI, KOPOTKasl 111es1, IJIMHHBIE Mablibl KUCTEIA,
OorpaHMYeHNe pa3rubaHus B JIOKTEBBIX CyCTaBaX, CTOMa-Kavall-
ka. ®eHoTHIT peGEHKA TpecTaBieH Ha puc. 1, 2. [TamueHT mo-
Jlydasl TTPOTUBOCYIOPOXKHYIO Teparuio. bbll mocTaBieH mpes-
BapuUTeNbHBIN TUarHo3: Mukpoueghaius 6 cmpykmype Haciedcm-
eennoeo cundpoma. Cundpom Cekkens? Pomurenn 6b011 MHOOP-
MUPOBaHBI O BO3MOXXHOM BBICOKOM PHUCKe ISl cMOcoB — 25%.

Cunapom Cekxkenst xapakrepusyercs:t 3BYP, mukpoue-
(hanueit, 6OJBIIUM KIIOBOBUIHBIM HOCOM, MUKDPOI€HUEN;
OIKMCaHbl aHOMAJIMK TOJIOBHOTrO Mo3ra [1, 2]. laHHasi mato-
JIOTUST UMEET ayTOCOMHO-PELIeCCUBHBIN TUI HACJIEIOBAHUSI.
s uckmovenns: cuHapoma Cekkenst tTumna I coTpymHuka-
MU aboparopun paguanuonHoit uutojgorun ®I'BYH Un-
cTUTyT LuTojgorun Poccuiickoii akageMuu HayK y peO€HKa
ObLT B3ST OMOMNTAT KOXM M METOJOM HEMPSIMOl UMMY-
HodayopeclieHIIMM TPOBeleHO uccienoBaHue. B sapax
KJIETOK JepMalibHbIX (hUOpobdIacToB MpodaHaa nocie aei-
CTBUSI JETEPMUHUPYIOLIETO areHTa — PEHTTeHOBCKOTO M3-
nydyeHus B go3e 2 I'pest (ycranoBka PAIT-150-300-14) 6buta
NETeKTUpOBaHa  aKTUBHAsg  (GopMa  MPOTEMHKUHA3BI
ATR-phospho-ATR (Ser428), uro cBUAETEILCTBYET O HOP-
MaJibHOM (DYHKLIMOHUPOBaHUU TpoTeruHKUHa3bl ATR, ko-
nupyemoit reHom ATR. Tlpu cunapome Cekkensi tuma |
(OMIM:#210600) pyHKIIMOHMpPOBAHUE NAHHOW MPOTEUH-
KMHa3bl HApYLIEHO.

PebeHKy HasioxeHa racTpocToMa, B aHaliM3aX KpOBU
cTajia OTMeuaThbcs JielikoneHus. belio oOpalleHo BHUMaHKe
Ha CyXOBaTOCTb KOXHbIX MOKPOBOB. Poxputenu Obuiu obec-
MOKOEHbI TJIaHUPOBAHUEM CJeaylolleil OepeMEHHOCTU W
HacTosATeIbHO oOpalaivch 3a nomolblo. [lo deHoTumy
npoBoauics auddepeHIMaNIbHbIN AMarH03 MEeXIy CUHIPO-
mamu Cekkenss, MOPD (microcephalic osteodysplastic pri-
mordial dwarfism), COFS (cerebrooculofacioskeletal synd-
rome). Cunagpom MOPD (OMIM:#210710) — mnartonorust

52



MEANUMWHCKAA TEHETUKA. — 2017. — Ne10

C ayTOCOMHO-PELIECCUBHBIM TUIIOM HACJeIOBaHUsI, XapakK-
Tepusyoniascsa couetanuem 3BYP, Mukpouedanuu, 3agep-
JKKOW YMCTBEHHOI'O pa3BUTHSI, aHOMAJMSIMU Pa3BUTHUS TO-
JIOBHOTO Mo3ra (JiuccoHuedanusi, areHe3usi MO30JMCTOro
Tejla, arupus), CYXOCTbIO KOXHBIX IOKPOBOB, JHUIEBLIM
IUCcMOpGU3MOM, KOHTPAaKTypaMU CyCTaBOB. B orTimuume oT
cunapoma Cekkenst ipyu MOPD oTmeuatorcst aucruiactuye-
CKHUe U3MEHEHUST KOCTHOM CUCTEMBI, YKOPOUEHUE KOHEUHO-
creit [3]. Cungpom COFS (OMIM:#214150) — 3aboneBa-
HUE C ayTOCOMHO-PEIECCMBHBIM THUIIOM HaCJICI0BaHUS,
MPOSIBIIIETCS BPOXAEHHONW MUKpoledanueit, KkatapakTo,
3a0epKKON YMCTBEHHOTO Pa3BUTHSI, JTULEBBIM TUCMOPDOU3-
MOM, apTPOTPUIIO30M, HO TTIOCTHATAJILHOM 3a/IEPXKKOI pocTa
[4—6].

Ha xadenpe wmemmumnckoit reHetuku CIIOITIMY
B (eBpasie 2015 r. ObLIO MPOBEACHO MPSIMOE CEKBEHUPOBA-
Hue reHa RNU4ATAC (OMIM*601428), OTBETCTBEHHOTO 3a
pazButue cuHapoma MOPDI. Myrauuu, npuBoasiue
K pasputuio cuHapoma MOPD1 (OMIM#210710), He BbI-
SIBJIEHBI. YUUTBIBas MpearnoysoxeHue o cuHapome Cekkens
B ceMbe, OMOJIOTHYEeCKUIT MaTepural peOEHKa 1 poauTesieid, a
TakXe JaHHbIe 110 (PeHOTUITY pebeHKa ObLIN TepeaaHbl IS
MOJIEKYJISIPHO-TEHETUUECKOM ~ JIMarHOCTUKM  CUHIpOMa
B MIHCTUTYT reHETUKU ¥ MOJIEKYJISIPHON MEAMITMHBI DIMH-
Oyprckoro YHUBepcUTeTa, T TMPOBOISTCS MCClIeAOBaHUE
o cuHapomy Cekkess. Marepua OblI OTIIPABJICH B aripelie
2015 rona.

B aBrycre 2015 roma Havanach coBMecTHast padbota CII6
T'KY3 MI'L, I'b40, CII6I'Y u naGopaTopun mpeHaTalbHOM
MVUATHOCTUKW  HACJIEACTBEHHBIX BPOXIECHHBIX OOJIe3HE
HUUATuP um. 1.0.0tra (JITI HUKMATUP) no moneky-
JIIPHO-TEHETUYECKOI TUarHOCTUKE MePBUUHBIX MUKpoOLeha-
yuii. ViccnenoBaHue MPOBOIMIOCH METOIOM TTOJTHOIK30MHO-
ro NGS-cekBeHUpOBaHUS ¢ TOCEIYIOLICH BepuduKalmei
no CoaHrepy. B ¢Bsi3u ¢ HEYTOUHEHHBIM AUArHO30M OBLIO I10-
JIy4eHO MMCbMEHHOE MH(MOPMHMPOBAHHOE COIIACUE POIUTE-
Jieil Ha yyacTue B MCCIEIOBAaHUM U B35ITa KPOBb LIS TIOC/IENy-
touiero BoiaeneHus: JIHK y oocnenyemoii cembu. JIHK Bbine-
nsamu u3 400 mxnm kpoBu Ha cranHuuu QIAsymphony SP
(QIAGEN) ¢ ucnonszoBanreM Habopa QIAsymphony DNA
Midi Kit. Konuenrpauuto JHK onpenensiu diyopumerpu-
yeckn Ha mpubope Quantus (Promega) ¢ ucmonbp3oBaHHEeM
Habopa QuantiFluor dsDNA System. KoHTposnb KauyecTBa
BBIIEJCHUS] OCYLIECTBISIM  CIIEKTPO(OTOMETPUUECKM Ha
npudope NanoDrop 2.0 0 COOTHOIICHHIO ITOTJIOIICHUS TIPU
JutHax BoytH 260 HM 1 280 HM. JIOMyCTUMBIM CYMTAIIA COOT-
HoireHue 260/280 >1,8. Insg koutpons kayectsa JHK wc-
MoJIb30BaIN 3ekTpodope3 B 1% arapo3Hom reie B Oydepe
SB. O6pasis JIHK xopoliero kauecTBa MUTpUpOBajIu B rejie
y3kuM (poHToM. CumTanu momyctumoint aerpamauuio JTHK,
npu KoTopoit nojist ocHoBHO# monockl JIHK cocraBnser He
meHnee 70% ot Bceit JJTHK Ha mopoxke. [TpurorosneHue 616-
muotek ak3oMHoit IHK ocyiecTBisiin ¢ MCnoib3oBaHUEM
Habopa TruSeq Exome Library Prep Kit wiu ero aHaaoros.
KoHTposb KauecTBa Moly9eHHBIX OMOJIMOTEK TPOBOIMIIN TTy-
TeM KamwuisipHoro sjektpodopesa Ha cucreMe QIAxcel

(QIAGEN). T'otoBble OMOIMOTEKM CEKBEHMPOBAJIM HAa CHC-
TeMe BBICOKOMPOU3BOIUTEILHOTO ceKBeHupoBaHus Illumina
HiSeq 2500 B pexkume MapHOKOHIIEBOTO CEKBEHUPOBAHUSI
2x100 (Ha6op TruSeq SBS Kit v3 — HS (200-cycles)), nmu
2x125 (nabop HiSeq® SBS Kit v4 (250 cycles)), 1.e. mo 100
umm 125 HyKJIeOTUAOB ¢ Kaxnaoro KoHia dpparmeHTa. [locie
JeMYJIBTUTUIEKCUPOBAHUS 1 TIEpeBOIA PE3YIbTATOB CEKBEHU -
poBaHus B (opmat fastq B mporpamme bcl2fastq mosyuanu
OTAeNbHBIC TPYNIBI (aitioB B dopmare fastq mist Kakmoro
oOpastia. D1ty Gaiiibl UCIIONb30BAIM IS JaJIbHEHIIIero O1o-
nHpopMaTtuueckoro aHanmza. O6paboTka pe3yJbTaToB CEK-
BeHupoBaHus obpa3uoB JHK mpousBommiack ¢ MCIOIb30-
BaHMEM TporpaMMHbIX makeToB bwa (http://bio-bwa.source-
forge.net/) u Genome Analysis ToolKit (https://software.bro-
adinstitute.org/gatk/). AHHOTaLIMsI POM3BOIUIIACH C UCTIOJb-
3oBaHueM 0a3bl dbNSFP (https://sites.google.com/site/jpop-
gen/dbNSFP), ¢ wucnonb3oBanuem mnporpamm SnpEff u
SnpSift (http://snpeff.sourceforge.net/). @unbrpanns u vH-
TepIpeTalysi BApUuaHTOB MPOU3BOIMIACH TIPU TIOMOIIH TTPO-
rpammbl - SNVViewer (http://genome.ifmo.ru/snvviewer/).
Bepudukanmio mosy4eHHbIX TaHHBIX MPOBOAMIM METOIOM
MpsSIMOTO CEKBeHMpPoBaHMsI Ha mpubope «Genetic Analyzer
3130» («Applied Biosystems», CILIA).

MaTbh HEOmTHOKpaTHO oOpalanach 1O TTaHUPOBAHUIO
caenyromeit 6epemerHoctr. Ocenpio 2016 roma mpakTHue-
CKM OJIHOBPEMEHHO U3 ABYX JabopaTopuii (3apyOexkHoul 1
HWUWATI'uP) nonydyeHbI OTBETHI O BBISIBJICHUU 3aMEH B IeHE
PHGDH. Y pebGeHka BbISIBJICHbI BApUAHTBl B KOMITayH/I-Te-
TEPO3UTOTHOM  cocTosiHuu: C.242A>T, p.Asp81Val +
¢.851T>G, p.Leu284Arg. [Ipu 3TOM y OTLIA BHISIBJIEHA TeTe-
po3urortHast 3ameHa c.242A>T, p.Asp81Val, y matepu — re-
Tepo3UroTHbIN BapuaHT ¢.851T>G, p.Leu284Arg. Myrauuu
B JAaHHOM T'€He acCOIMUPOBAHbI C JABYMS 3a00JieBaHUSIMMU:
cunapomoM Hosi—JlakcoBoit (OMIM:#256520) u nedpurm-
ToM dochormmuepataeruaporerassl (OMIM:#601815).

Ilpu aHanM3e MOJyYEHHBIX TAHHBIX CJIEAYEeT OTMETHUTD,
4yTO y pebeHKa He ObUTO KJaccuueckoro heHoTUna CUHIpOo-
ma Hosi—JlakcoBoii. [Ipu gaHHOM CHHIPOME ONMCAHBIL: KO-
poTKasi MPOAOKUTETBHOCTD KU3HU (riepBbie nHU), 3BYP,
MuKpouedanusi, auccaHiuedanusi, areHe3us: MO30JUCTOTO
Tejla, CKOIIEHHBIA JI00, 3K30(TalbM, IJIOCKU HOC, pPOT
C TOJICTBIMM BBIBEPHYTBIMM T'yOaMu, TOHKasI, IIeTyIaasicst
KOXa, OTeuHas MOJIKOXKHasl KjieTyaTka, UXTHO3, KaTapakTa,
crona-kavanka [7]. Hnst nedpuumra docdorauuepaTaerui-
poreHasbl XapaKTepHbl BPOXIEHHAsT MUKpoliedaust, ocT-
HaTajbHas 3alepXKa pocTa, TUIOTOHAIM3M, TUIEPTOHYC,
3afepXkKa MCUXOMOTOPHOTO Pa3BUTHSI, BPOXAECHHAsl Kara-
pakra, HapyllleHre MUETMHU3AIY TOJIOBHOTO MO3Ta, Cy/I0-
pOTH, CHUXKEHUE YPOBHSI CepMHA U TJIMIIMHA B LIepeOpOoCu-
HaJIbHOM XUAKOCTU U 1a3Me [8]. OqHako B JOCTYMHOM Jiu-
TepaTrype He ObLIO OMMCAHO CIIydaeB JMCCOHLEeDATNU IpU
nedunute GochornuueparaeruaporeHassl. Takxke cienyeT
OTMETUTb, YTO MpU Aedbuuute dochorauueparieruapore-
Ha3bl UMEETCS CIIyvail yCIenrHoro BHyTpUyTPOOHOTO Jieue-
HMSI TIaTOJIOTUM TIPYU BBISIBJIGHUM YMEHBILIEHUM pPa3MepoB
TOJIOBBI Y TUIOA HA MO3IHEM CPOKE OEPEeMEHHOCTH IMYTEM
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BBEJCHUS MaTepu OOJBIIMX J03 CepUHA M AaJbHEHIIero
nocTHatajbHOro JiedyeHus [9]. PebeHok Haxomutcs B gome
pebeHKa, rie ero MoCTOSTHHO HaBelaoT ponutenau. B 2 rona
pocTt pebeHka coctaBui 75 cM, Bec, 10 Kr, OKpyKHOCTb TO-
7oBbI 36,0 cM, OKpYXKHOCTb Tpyau 55,5 cM. I'pybas 3[IMP,
MpakTUYeCcKu He 00J1aaeT HUKAKUMU HaBbIKaMM, BBICKA3bI-
BaeT MUMMKOI PagoCcTh U HEMOBOJILCTBO. KOXKHBIE TOKPOBBI
anactuunble. Lenynienre B 06gacT BOJOCSHOIO MOKPOBA
ronioBbl. M30bITouHOro mnutaHus. Jedopmaiusi uepena
BCJIEICTBME MTOCTOSIHHOTO HAXOXIEHHUS B MOJOXKEHUU JIeXKa,
Mukpouedanus. MccrenoBaHrne aMUHOKHUCIOTHOTO COCTaBa
KpoBM TpobGaHaa B Ouoxummyeckoi jadoparopun CII6
I'KY3 MTIL nokasano ypoBeHb cepuiHa — 31,5 HMOJb/I
npu HopMe 80—120 HMoOAb/1 M rauuuHal39,1 HMoIb/1
(Hopma 154—250 HMOJb/7). AMUHOKHCIOTHBIA CIEKTP
KpOBU Yy poauTesieil mokasau y OoTlia 3HaYeHUs cepuHa —
63,2 HMOJIb/1T ¥ TuiMHa — 193,1 HMOJIB/JT, Y MaTepy COOT-
BeTCTBeHHO 76,0 HMOJIb/1 1 195,2 HMOJIB/JT IPU HOPME Ce-
puHa — 80—120 amob/1 1 TmuHa 154—250 HMOJB/.
ITo COBOKYMHOCTHM BCeX MAHHBIX MOCTABJIEH AMArHO3 CUH-
pom Hosi—JlakcoBoii, HeronHast popma. [Tpu naHHOM aua-
THO3€¢ BO3MOXHOCTb BHYTPMYTPOOHOTO JIEYEHUS] He Oruca-
Ha.

CeMmbe, TIO pe3yJibTaTaM JUArHOCTUKU, TIPOBEIEHO Me-
IMKO-TEHeTUIECKOe KOHCYJIbTHPOBaHue B gekadbpe 2016 ro-
Ja M AaHa uHOOpMalMs O BO3MOXKHOCTSIX MpeHaTaabHOIM
muarHoctuku. CorpymHunkamu HUWHMAIuP Obinia cozmana
TecT-cucremMa Ha ocHoBe TTHP-TIJIP® mnst GbicTpoii aua-
THOCTUKM BbISIBJIEHHBIX MYyTallMi.

IloBTOpHO ceMbsi oOpatwnach B ¢eBpane 2017 roma
B CBSI3W C OEPEeMEHHOCTBIO, HACTYMUBIICH €CTECTBEHHBIM
nyreM. [Tpu npoBeaenuu Y3U nepBoro Tpumectpa 1uarHo-
CTUpOBaHa AMXOpUabHasl IMaMHUOTHYECKas ABoiHS. Y3U
072 ¥ KapuOTUITMPOBaHUE OOOMX TUIOAOB MPOBOAUIOCH
B CII16 'KY3 MI'Ll. MonekyasspHO-TreHeTU4eCKOe UCCISIO0-
BaHUe TUIOOB MOKAa3aJo:

ITnon 1. Y3U Ha cpoke 13—14 Henenb. TBIT 3,3 mm. Ka-
puotun 46,XY. Meromom ITHP-TIAP® 6bi10 mpoBeacHO
HCCleaqoBaHue 1 BhIsIBIeHB MyTauun ¢.851T>G u ¢.242A>T
B rene PHGDH B komnayHaHoM coctosiHuu. JlnarHos cux-
dpom Hos—Jlakcosou nonrBepxaeH. [IporHos mist pebeHka
KpaliHe HeOJaronpusTHbIi. MeTonoB JeueHus1 He pa3pado-
TaHo.

ITnon I1. Y3U Ha cpoke 13—14 Henenb 6e3 MaToOIOTUN.
Kapuotun 46,XX. Metomom ITIP-TTIP® 6bi10 TpOBeAeHO

ucciaenoane u myrauuii ¢.851T>G u ¢.242A>T B reHe
PHGDH He BBISIBICHO.

IIpoBenena peaykius OOJBHOTO ILIOAA B CPOKe Oepe-
MeHHocTH 16/17 Henenb. BepeMeHHOCTh 3MOPOBBIM TIJIOAOM
nponokaercs. Y3U mona Ha cpoke 32 Hemenb MOKasaio
HOpMalibHOe pa3BuTHe. OXUIaemblii CPOK POJOB — OK-
T6pb 2017 rona.

TepHUCTBIN MyTh AMArHOCTUKM TMATOJOTUM Y TEPBOTO
pebeHKa ¥ TeUeHUsI BTOPOI OepeMeHHOCTH, OyneM HanesITh-
csl, 3aKOHYUTCS OJIaronoyyHo AJisl CeMbU. 3aMHTEPECOBAH-
HOCTb CMELMAIUCTOB pa3HbIX CIyKO B OKa3aHUM MOMOIIU
CEMbE MO3BOJUT CEMbE OCYILIECTBUTb MX MEUTY MMEThb 3/10-
pOBOro pedeHKa.
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