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Peslome

CoBpeMeHHoe pa3BUTHe reHeTUKM TpebyeT OT NPAKTU4YeCcKoro Bpa4a co-
BEpPLUEHCTBOBAHMA 3HAHUI B OBGAQCTH HOCAEACTBEHHbIX 60AE3HEN. B cTaTbE
NPeACTABAEHbI CAy4au KAMHU4ECKOro HaABAIOAEHMA AeTel PaHHEro Bo3pacTa
C MCEeBAOrMMNOAAbAOCTEPOHM3MOM, MATEPHHCKOH (PEHUAKETOHYPHEHN, CHUH-
APOMOM CMUTA-AeMAn-Onunua U APYrMmu 3a60A€BAHUAMMU.

Kato4eBble CAOBQ: HACAEACTBEHHAs 60AE3Hb, AMATHOCTHKA, AETH.

Pa3BHTHe MEIUIIMHCKOM I'eHEeTUKHU
B HACTOSIIIIEE BPEMSI BO MHOT'OM H3-
MEHUJIO MPEJCTABICHUE O HACIIEICTBEH-
HBIX Oone3HsaX. OJJHAKO B MPAKTUICCKOM
MEIUIIMHE JUArHOCTHKA HACIIEICTBCH-
HBIX 0OJIC3HEH YaCTO BBI3BIBACT 3aTPY/-
HeHust. OCHOBHAS IIPUYUHA OIIMOOK JTU-
ArHOCTHKH CBsI3aHA C pa3HOOOpazueM
HACJIEICTBEHHEIX 00JIE3HEH, CXOACTBOM
HACJICAICTBEHHBIX OOJIC3HEH C APYTUMH
WHQPEKITNOHHBIMU U COMATHYCCKUMHU
OoJe3HIMU, a TAaKXKE C PEIKOCTHIO Ha-
CJEJICTBCHHBIX Oone3Hell. Takum oOpa-
30M, IUArHO3 HACIIEACTBEHHOM 00JIC3HH
MOKET OBITH IIOCTABJICH JIHUIIIL TOT/A,
KOTJIa Bpay BBIJEIUT OTAEIbHBIE, MOYKET
OBITB, Ta)Ke HE3HAYUTCIBHBIC PU3HA-
KU B SIUHYIO CXEMY U OOBEAMHUT UX
B OJHO 3a00JIeBaHUE, a €IIie TOr/a, Koraa
CMOKET BCIIOMHHUTH TOM, YTO OH IJIe-TO,
KOTJ]a-TO CMOT ITOJIYYUTh HH()OPMAITUIO
0 aHAJIOTMYHOM KJIMHMYECKOM cllydae.

[pu HarmicaHuy CTaThY OBLIA TTIOCTAB-
JIeHa LeJIb: [10Ka3aTh, C Yer0 HAYMHAETCS
(hopMHpOBaHKE TUATHO3a HACIICICTBCH-
HOTO 3200JIeBaHMs, KaK MCHSIIOTCSI Tepa-
TUSE ¥ TIPOTHO3 TS peOeHKa U 00IIecTBa
B CITy4ae MPaBHIBHOW JUArHOCTHKH.

MaTepua.m,l, HUCIIOJIB30BAHHBIC B CTATHE,
SIBJISIIOTCS COOCTBEHHBIMM KIIMHAYECKH-
MU Ha6J'IIO,HCHI/I$IMI/I.

Summary

Cucrema CKpUHUHTa OepeMEHHBIX
1 HOBOPO>KIEHHBIX CYHIECTBEHHO 00-
JIETUUIIa JUATHOCTHKY HAaCIEACTBEHHBIX
Oose3Hel, 0JJHaKO HECBOEBpEMEHHAs
JMarHOCTHKa IPUBOJIUT K OIIMOKaM.
IIpuBeneM KIMHUUYECKUH TpUMeED.

Knunuueckuii npumep 1

B Bo3pacTte Tpex MecsIeB B Ie-
JIUaTpUYECKOe OTIEJICHHE MOCTYIIH-
J1a B MOPSIIKE TIEpeBOa U3 IPyroro
cTalMoHapa JIeBOYKa C JIHarHO30M
«BPOKACHHAS AUCHYHKINS HAAIIOYey-
HukoB. PexonBanecuear OPBU, 6pon-
XHOIUTY. BrInicka U3 ncropun 60s1e3Hn
cojieprkalia cleyIonyto nHdopmanuio:
peOCHOK pOMIICS OT TpeThei OepeMeH-
HOCTH, BTOPBIX pozoB. [1epBsIit pebeHoK
3]I0pOB, BTOpasi 0EpeMEHHOCTh 3aKOH-
yunach BeIKuAbIIIeM. HacTosmas Ge-
PEeMEHHOCTH NpoTeKasa 0e3 ocobeH-
HocTtel. Poael mpousonumu B cpok. Bec
npu poxaeHnu pedenka 3980 r, airHa
57 cm. B Bo3pacte Tpex Henenb peOeHOK
OB TOCTIUTAIN3UPOBAH C JKaJI00aMHu
Ha BSUIOCTH, IOTEPIO Beca, yIOPHBIE
CPBITHBaHMS, CKIIOHHOCTb K 3aITOpaM.
ITpu oOcnenoBanny oOpamany Ha ceost
BHHUMaHHE U3MEHEHHs B OMOXHUMHYEC-
KOM aHaJIM3€ KPOBU: THITOKAINHEMHUS,
TUIIOHATPUIEMUsI, THIIOXJIOPEMHUSI.
YpoBeHb KOpTH30I1a NOBBIIIEH. [Ipn yib-
TPa3ByKOBOM HCCIICIOBAHHUH JKEITTHOTO

Modern development of genetics requires that practitioners de-
velop knowledge in the field of hereditary diseases. The article
presents the clinical observation of young children with pseudo-
hypoaldosteronism, maternal phenylketonuria, a syndrome of
Smith-Lemley-Opitz and other diseases.

Key words: hereditary disease, diagnostics, children.

Ty3bIps OOHAPY KECHBI TUTICPIXOTCHHEIC
BKJIFOUeHUsI. OTMEUEHO TaKXe IMOBbI-
LIEHHE YPOBHS TpaHCAMHUHA3 MEUYECHHU.
HeonaranbHblil CKpUHUHT Ha MYKOBHUC-
IU03 OBUT MOJIOKHUTEIICH, HO PE-TeCT
Jlaj OTpULATENbHBINA pe3ynbTar. B Teue-
HHE OTHOTO MecsIla COCTOSIHUE PeOeHKa
BCE CIIIC 0CTABAIOCH HeCTaOWIEHBIM. OH
JIBaXJIbl IIEPEHEC OCTPYIO BUPYCHYIO
WHQEKIIIO C pa3BUTHEM OPOHXHOIUTA.
B cBsi3u ¢ BbIpaXK€HHBIMU AIIEKTPOJIUT-
HBIMU HApyUIEHUSMH BO3HUKIIO MOJI0-
3peHHE HA BPOXKICHHYIO TUCHYHKITHIO
KOPBI HAIIIOYCYHHUKOB, TOTOMY PEOCHOK
OBLI IIEpEBEJICH B CTAllMOHAp, Ha 0a3e
KOTOpOTO Haxomwics JleTckuit oonact-
HOH 3HAOKpUHONOrHueckuii neHTp. Ilpu
MOCTYIUICHUHU COCTOSTHHE PEOCHKA TsDKe-
noe. Begymum cCHHIPOMOM SIBIISIETCS
MOpaXX€HUE PECIUPATOPHOTO TPAKTA:
CUHIAPOM OPOHXHAIBEHON OOCTPYKITUH.
JpixarenpHas HepocTatouHocTh [1-111
creneHu. KokKHBIC TOKPOBHI OJIC/THEIE,
macto3Hbele. [ pyqHas kiieTka 00YKO-
oOpasHoii popmel. B serkux nprxanue
ociabneHo. bonbmoe komu4ecTBo pas-
HOKAJTHOCPHBIX XPUIIOB, MAIOTIPOIAYK-
THUBHBIN Kallelb.

JlaHHBIC 32 TUCHYHKIMIO KOPBI HAI-
MMOYCYHUKOB HE MOJITBEPAIIIHCH (TIpH
BPOXKICHHOM 3a00JICBAHHH HAJ(ITOYCY-
HUKOB YPOBEHb KOPTHU30J1a CHUKAETCS
Y BO3HUKACT THITCPKAITUHCMUS).
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PebOenky pOBEICHBI «IIOTOBBIC
NpoOBI» (MOJIOKUTEIBHBIE TPUKIBL:
100, 103 u 106 mm/n x10pHIa HATPHSL),
BBITIOJIHEHA OpoHXOCKoTUs (0OHapY-
JKeHa CTEKJIOBHJIHAsI TYCTasi MOKPOTa),
clieslaHa KOMITBIOTEpHAst ToMorpadus
JIerkuX (BBISABIICHBI IBIEHUS (puOpo3a).
JlnarHo3 «MyKOBHCIH03» TIOATBEPXK-
JeH. HazHaueHspl MHTaIISUK TOpHAa3bI
anbda, anTuOaKTepUaIbHbIe, HHDY3U-
OHHasl Teparlvisi, BHITanBaHUE PACTBOPOM
xJiopuza HaTpusl. Beimucan B ynosier-
BOPHUTEIBEHOM COCTOSTHHH.

Jlo>)xHOOTpHULIATENBHBINA pe3yabTaT
CBfI3aH C HapyLIEHUEM CPOKOB MpOBe/ie-
HUSA pe-TecTa: OH NPOBEIECH HAa BTOPOM
MecsIlIe )KU3HU, 2 PEKOMEHIOBaH B CPOKE
21-28 nHe.

DJEKTPONUTHBIC H3MCHEHUS OBLITU
00yCIIOBIICHBI TIPOSIBICHUSIMU CHHIPOMA
«ncesno-baprrepa» — 310 cuMnTomMo-
KOMIIJIEKC, XapaKTepU3YyIOIIUNCS TU-
MoKajaueMuen, TunoxJopeMuen, Mme-
Ta0OJIMUECKUM aJIKaJI030M, 00€3BOXKH-
BaHHUEM, MOBBIINICHHOW aKTUBHOCTHIO
pEeHUHA IU1a3Mbl KPOBH, OBBIIIEHHBIM
coJiepKaHUEM aJIbJIOCTEPOHA B KPO-
BU. Y MJIAQJICHUEB C MyKOBUCLIUI030M
C elle He COBEPIICHHON CUCTEMOM Tep-
MOPETYIAIHH (B )KapKOM KITUMATE U
P MOBBIMICHUU TEMITEpPaTyphI TEja)
MPOUCXOAUT MOBBIIIEHHOE BBIJCIICHHE
XJIOpUJA HATPUS C TOTOM, a KOHLIEHTpa-
LU HATPUSI U IPYTUX COJIEH B KPOBU
CHIDKAETCS.

B xnmHMUYECcKOM MpuMepe 0CHOBOM
MPaBUIHLHOW JUATHOCTUKU CTaJHU JIEK-
TPOJIUTHBIE HAPYILICHUS y MJIaIeHLA.
B ximmHMYeckoM npuMepe 2 y pedeHka
TOXK€ OTMEUEHBI 3JIEKTPOJIUTHBIE HAPY-
IICHWSI, HO PE3YJBTaThI 00CIICIOBAHHUS
TIPUBEJIH K AUATHOCTUKE JIPYTOTO PENKO-
TO JOOPOKAYECTBCHHO HACICICTBCHHO-
r0 3a00JIeBaHUs Y ABYX JETCH B OMHOM
CeMbeE.

Knunuueckuii npumep 2

B 2009 rony B neauatpudeckoe oT-
JIeTIeHUE ISl HOBOPOXKIEHHBIX AeTeil
OBUI TIepeBe/IeH U3 APYTroro OTACICHUS
MaJIBYUK B BO3pacTe OJHOTO Mecsla.
Mars npenbsBisiia kanoObl Ha MO-
BBIIICHUE TEMIIEpaTypsl Tejaa U 1o-
SIBJICHUE THOMHBIX BBIJICJICHUH U3 Ha-
PY>KHOTO CIIyXOBOT'O IIPOX0Ja, OTKa3
OT eJ1bl, IEPUOUUYECKUE CPBITMBaHUS.
PebeHok poauicst ¢ Maccoii Tena npu

poxaenuu 3200 r, mpy NOCTYIIEHUN
B Bo3pacTe Mecsna — 2960 r. Teuenue
OEepeMEeHHOCTH U POJIOB y Marepu 0e3
ocoOeHHOCTEl, peOCHOK B CeMbe Iep-
BbIi. HaciencrBenHsle 3a0oseBanms
MaTh OTpHUIaja, OJHAKO OTMedala,
YTO €€ POACTBECHHHUKH 110 MYXKCKOU
JIMHUU OYEHB JIIOOST COJICHYIO MUMTY.
3a00p KpOBHM Ha HEOHATAIBHBIN CKpH-
HUHT OBUI OCYIECTBJICH B POJOME,
HO Ha MOMEHT IOCTYIUICHUS peOeHKa
pesysibrar eme He 6bu1 roToB. [Ipu 06-
ClIeZIOBaHUY B OMOXMMHYECKOM aHaJIH-
3¢ KPOBH BBISIBJICHBI THIIEPKAINEMUSI,
THUIIOHATPHUEMHUS U THIIOXJIOPEMHUS.
PeGeHoKk OBUT OCMOTPEH IETCKUM DHJIO0-
KPUHOJIOTOM. Y YHUTHIBas! BBISIBICHHBIC
AJEKTPOIUTHBIE N3MEHEHHMSI, OTPHUIIa-
TEJIHHYIO BECOBYIO KPHBYIO U IIOXOH
alreTHT, OB BHICTABJICH NIPEABAPH-
TEJbHBIA TUarHO3 «aJApEeHOTeHUTAIb-
HBII CHHAPOM, CcOJIbTepsitonas Gopmay.
ITpoBomuiacs 3aMeCTUTENIbHAS TEPAITUs
TIIOKOKOPTHKOMAaMH U MUHEPAJIOKOP-
tukonnamu. OJHaKo py HaOIIOEHUN
3a peOCHKOM OTMEUEHa Clleayromas
0COOEHHOCTB: KaK TOJIBKO OCYIIIECT-
BIISUIM TIEPEBO/I C TAPEHTEPAILHOTO
Ha SHTEPAJILHBIH IPHEM TOPMOHOB
(pa3Benenue nmpenapara MpoBOAMIIH
(hU3HOTOTUYECKUM PACTBOPOM), pe-
OeHOK nepecTaBall IpHOaBISTH B Bece,
YXyALIaJICS alleTUT, HapacTalln dJIeK-
TpoNUTHBIE HapymeHus. K atomy mo-
MEHTY OBUIH NOJIyYEHBI PE3yJIbTAThI
o0creoBaHMs Ha TOPMOHBL: KOPTH30JT
1 ero MeTaboJIUTHl OBUIH B IIpeesax
HOopMBI. [IpoBeneHO ucciienoBanue
cozepXaHusl B KPOBH aJIbJJOCTEPOHA,
KOHIEHTpaNMs KOTOPOTO COCTaBMiIa
3527 HM/1, 9TO B TPH pa3a bIllle HOPMEL.
Ha ocnoBanuu nuHamuku 3aboseBa-
HUS ¥ KIIMHAKO-1a00paTOpHBIX JaHHBIX
OBLJT TIOCTABIICH TUArHO3: «IICEBIOTH-
MoasbA0CTEPOHN3M». [OpMOHANIEHBIE
mperapaTs! ObIII OTMEHEHBI. PeOeHKy
Ha3HaYeHO PETyJsIPHOE BhINIaNBaHUE
COJICHOI BOJOM.

B 2016 rony B HamieM OTAEIEHUU
oKaszaJics enie oAuH peOeHOK (Majb-
YHK) U3 3T0i ceMbu. OH ObLT IIepeBeicH
13 POAMIJIBHOTO JIOMa C BEreTOBHCIIE-
pabHBIMHU HapyIICHUSIMHU, TAK)Ke OIpe-
JeJSUTHCH THIIepKaTInieMHus, THITOHA-
Tpuemusi. HeoHaTanbHbBIH CKPUHUHT
Ha a/IpeHOTeHUTAILHBIH CHHAPOM: HOP-
Ma. AHAMHECTHYECKHE JaHHBIE O 3a-
GoJsieBaHMM Opara IIOMOIJIN ITIOCTaBUTh

JINarHO3 32 CYUTAHHEIC JHU, peOCHOK
JIOTIOTHUTEIHHO TTOJTy4Yal COJICBON pac-
TBOD XJIOpUA HATPHUS U OBLI BHITUCAH
nomoii. Co ciIoB Marepu, cTapuiuii pe-
OCHOK B CEMbE YyBCTBYET CeOs1 B HACTO-
sIIee BpeMs XOpOoMIo.

VYV nereil nceBAOTUIIOATBIOCTE-
poHu3M | THITa — ayTOCOMHO-/TOMH-
HAHTHBII BApUAHT, KOTOPBIH OTHOCUTCS
K TPYIIIIC HACJICACTBCHHBIX HAPYIICHUN
ANEKTPOIUTHOTO METa00IM3Ma | MPO-
SIBJISICTCS THIIEpKAJIMEMHEH 1 MeTa0o-
JIUYECKUM allUI030M IIPH HOPMATIBHOM
YPOBHE MIIOMEPYISAPHOH (PrITETpaIiiu.
OTa (hopma mposBISIETCS Y HOBOPO-
JKJICHHBIX W XapaKTePU3YyeTCs MOTepei
COJIH BCIICIICTBHE HETYBCTBUTEILHOCTH
KJIYOOYKOB MOYEK K MUHEPAJIOKOPTH-
kouaam. IIpu sToit popme B epBbIe
2-3 rona >KU3HU OTMEYAETCs] YMCHBIIIC-
HUE KIMHHYECKUX CHMIITOMOB U Hapy-
IICHUH MeTa0oNIM3Ma, YTO TTO3BOJISICT
OTMCHUTH TCPAITHIO.

YacTo B TOCTAaHOBKE TUArHO3a Ha-
CJICICTBCHHOTO 3a00JIcBaHMsI Bpay Ha-
TaJIKUBACTCs Ha MPEISATCTBUS B BUIC
CeMEeHHOM TalHBI.

Knunuueckuit npumep 3

B nenumarpuueckoe otaencHue s
HOBOPOXJECHHBIX JeTell mocrymnaer
HOBOPOXKJICHHBIN MaJIBYUK. PeOeHOK
poawics ot nepBoil OepeMeHHOCTH,
KOTOpasi, CO CJIOB MaTepH, MpoTeKana
6e3 ocobenHocteil. Bec pebenka npu
poxaenun 2400 1, poct 48 cM. [pu 06-
CJIEIOBAaHHUH BBISIBJICHBI BPOXKJICHHBIN
IIOPOK cepJla, MUKpouedanus, Mbl-
IIeyHasi TUIIOTOHUS, TUIIOpedIeKcHsl.
HeonaraneHblil CKpUHUHT Ha (eHUIIKE-
TOHYPHIO PE3KO NOJ0KUTENbHBIN. [Tpu
oOpallleHnn B MEUKO-TeHEeTHYeCKUH
LIEHTP 0Ka3aJIoCh, YTO MaTh peOeHKa
HaOmronanack 1o 15 et y reHernka
C IMAarHo30M «(peHMIKeTOHypus». OHa
B T€UEHUE MOCIEAHUX CEMHU JIET HE CO-
Omnronana aueTy, IpU HACTyIUIeHnH Oe-
peMeHHOCTH MH(POPMAIUIO O CBOEM
3a00JIeBaHUY B )KEHCKOM KOHCYIIbTa-
LMW CKpBIJIa, TEHETHKa He Iocelara.
Pebenky ObLT TOCTABIIEH INArHo3 «Ma-
TEepUHCKast PCHUIIKETOHYPHUSD).

JKenmmuam, OOJIEHBIM (PEHIITKETO-
HYpHE, yXKe Ha dTare IIaHUPOBAHUS
OepEeMEHHOCTH JUTS POXKIICHHS 3I0POBOTO
peOeHKa 00s13aTeEHO CTPOroe COOMoNe-
HEe TUeThl. Ecin 3TOro He MpOUCXO/IHT,
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(heHMITaTaHWH MaTePU OKA3bIBACT TOKCH-
YeCcKOe BO3JICHCTBIC HA IUIOMN, (hOpMU-
PYIOTCS BpOXKICHHEIC TIOPOKH Pa3BHUTHS,
BHYTPHYTpPOOHAasi TUTIOTPODUs, HAPY-
IIaeTCsl Pa3BUTUE HEPBHOU CHCTEMBI.
B nepcnekruse ¢ BeposiTHOCTBIO 90 %
PETHCTPUPYETCSI YMCTBEHHASI OTCTa-
JIOCTh y peOeHKa.

[IpuBenem ere OIUH KIMHUYECKUN
pUMep, KOrJja TUarHoCTHKA TeHETHYC-
CKOro 3a00j1€BaHus [TO3BOJIMIIA H30€KATh
CyneOHOTO UCKa.

Knunuuecxkuii npumep 4

B neaguarpuueckoe oTneneHue s
HOBOPOXKJEHHBIX AETEeH MOCTYMHI HO-
BOPOX/ICHHBIN peOEHOK C HEOOBIYHOM
ponoBoit TpaBMoii. B pogax npu mia-
HOBOM KECapeBOM CEYEHUH y peOeHKa
MIPOMCXO/IUT Pa3phIB KOKH B MaXOBBIX
obmnactsx. PebeHKy HallOXKEHBI XUPYP-
TUYecKue BBl Pogurenn oOBUHSAIOT
aKyIliepa-ruHeKoa1ora, 4To OH JOIy-
CTHJI BOSHUKHOBEHHE POJOBOM TPaBMBI.
[Tpu kIMHIYECKOM 0CMOTpe oOparanm
Ha ce0st BHUMaHUE MBILIEYHAs! THIIOTO-
HUs runopediexcus peoeHka, BIOCTb
IIPU COCaHUH, KO>KHBIE ITOKPOBBI OUCHb
HEXHBIE, PBaHbIC PAHbI 32KUBAJIN OYEHb
MenseHHo. Ilpu nenenanpaBieHHOM
cOope aHamMHe3a OBUIO BBISICHEHO: PO-
nuTenu u3 AsepOaiikana, sIBISIOT-
Csl IBOIOPOJIHBIMH OpaTtoM M CecTpoi,
HO 3TOT (paKT npu 0OpaLICHIH B SKEH-
CKYIO KOHCYJIBTAILlMIO ¥ POAWIIBHBIN IOM
6511 cKpBIT. [Ipu 06ce10BaHUY BBISB-
JICH HACJEACTBEHHBIN CUHAPOM Dnepca-
Jannoca, u1sl KOTOPOTO XapaKTEepPHBI
CIIOHTAaHHBIE Pa3PbIBBI MATKUX TKaHEH.

Cunapom Jdaepca-Jlanjioca — Ha-
CIICICTBCHHAsI CUCTCMHAs COCIUHU-
TEIFHOTKaHHAS TUCILIA3Us, 00YCIOB-
JICHHAsI HEJIOCTATOYHBIM Pa3BUTHEM
KOJIJIATGHOBEIX CTPYKTYP, MPHU I3TOM
CHUHJIPOME MOXET OBITh BEIpaXXKCHa
THIEPMOOHMIIBHOCTRIO CYCTABOB, HE-
0o0BIYaiiHast PAHUMOCTBIO B PACTSIKH-
MOCTBIO KOXH, CKIIOHHOCTBIO K KPO-
BOHM3IUSHUSAM U KPOBOTCUCHHUSM, JIC-
(hopMarueii MO3BOHOYHHKA U TPYIHOM
KJICTKH, MUOTIUEH, KOCOTIIa3ueM, MTO-
30M BHYTPCHHHX OpPTaHOB H MPOY.
YacTo B TMarHOCTHKE HACIICICTBCH-
HBIX OOJIC3HEH MOI03PEBACTCS OJIUH
TEHETHYCCKUI AMarHo3, a mpu odciie-
JIOBaHUU U KIIMHUYCCKOM HaOTIOICHUU
YCTaHAaBIIMBAETCS COBCEM JIPYTOH.

Knunuuecxkuii npumep 5

B 2013 rony B nenuaTpudeckoe
OTAEJIEHUE IJIs1 HOBOPOXKICHHBIX Jie-
Tel MoCTyNHI peOEHOK ¢ MpU3HAKaMU
JM3MOP(GUH: Y3KO€ JUIMHHOE TYJIOBHIIIE,
MUKpoIeanns, MaKpoIrJIOCCHsI, HAJIO-
JKEHHE BTOPOTO Maiblia pyK Ha TPETUii,
aHaJIbHAas SIMKa, KO>KHasi CHHIaKTHIINS
2-3 Ha HOrax, aHOMaJIbHOE PacIoIo-
JKEHHE MajbleB Ha HOTaX, paclleluHa
MSTKOTO He0a, BPOXKICHHBIH CKOJINO3.
IMonupakTunus npaBoi CTONBI, KOCT-
Ho-cycTaBHas ¢opma. [TonunakTumus
NpaBOW KHCTH, KOXHasi ¢opma.
Jucnnasust Ta300epeHHBIX CycTa-
BOB. [InockoBanbsrycHas neopmarus
cror. ITonoBele opransl copmupoBa-
HBI 110 TUITY HHTEPCEKC — B OOJIBIINX
MIOJIOBBIX I'y0aX HalbIUPYIOTCS SIMUKH,
HMeeTcs BXOJ BO BIarajluuie, KIuTop
yBenuueH. Typrop TKaHell CHUXEH.
l'unopeduexcus, MplIIeyHas THITOTOHHS.
CamocrodarensHO He coceT. 13 anamHe-
3a CTaJI0 U3BECTHO, YTO peOCHOK POAMII-
Csl OT BTOPOH OEpeMEHHOCTH Y MOJIO-
JIOW YKCHIIWHEI (TIepBasi — BBIKUJIBIII).
Bepemennocts npotekana tak: OPBU
B 12—13 nenens, XPOITH, mHOTOBOAME.
Pesyc-orpunarenbHast KpoBb 0€3 THTpa
aHTuTeN. BrICOKMI pHCK XPOMOCOMHOI
MAaTOJIOTUU IJI0Ja 1o cuHapoMmy Ilaray,
MPOBOJMIOCH KAPUOTUIIMPOBAHUE TIIIO-
Jla — TOJTy4eH HOPMAaJIbHBIA MyXKCKOM
kapuorul. Ilepssie ponsl B 4243 Hene-
JIM CaMOTIPOU3BOJIBHBIE C MACCOM MII0Aa
2730 r u nnuHOM 47 cM, OKPY>KHOCTh
ronoBsl 31 ¢M, OKPYXHOCTb I'PYIHU
33 cm.

B nunamuke y peOeHka peaian3oBa-
J1ach BHYTPUYTPOOHAs HH(PEKIHs, OTME-
YEHBI SMU30/bl HAPYLIEHUS TOJIEPAHTHO-
CTU K IUTAHUIO, IOSIBUNIACH 3aBHCUMOCTb
0T KUCJIOPOJa.

YuuThEIBast OTCYTCTBHE XPOMOCO-
MHOMW MaTOJIOTHH, AMATHOCTUYECKUN
MIOMCK OBIJT HAIIpaBJieH Ha KIIMHUYECKYIO
JMarHOCTUKY MOHOTEHHOTO 3aboute-
BaHus. HapymeHue ToliepaHTHOCTH
K IUTaHHIO, HAPYIICHHE TTO0JI0BOH An-
(hepeHIMPOBKH, IIECTHUITIAIOCTH O3BO-
JIVJIM 3ar10J03pUTh y peOeHKa CHHIPOM
Cwmura-Jlemnu-Onuua, onpeaeseH ypo-
BEHb XOJECTEpUHA, KOTOPBIH OKa3ancs
Hu3kuM: 2,1-1,6 Mmxmouns/n. [Ipu moie-
KyJISIpHO-T€HETUYECKOM HCCIEJOBaHHU
JUarHo3 NoATBepxkAeH. boln nocras-
JIEH KIMHUYECKUN TUarHo3 «CUIPOM
CMmurta-Jlemnu-Onuna. IlepBuunas

Jero4yHas rumnepreH3us. Pacmennna
MSITKOTo HeOa. BpoxkaeHHBIN CKONo3.
[MonunakTuaus npaBoi CTOIBI, KOCT-
Ho-cycTaBHas popma. [TonnnakTumus
npaBOW KHCTH, KOXHas ¢opma.
Jucrnasust Ta300€ApEHHBIX CYCTaBOB.
[TnockoBanbrycHas nedopmanus cTom.
TectukynspHas peMUHU3AIMS, HETIOJ-
Has opMa. YpOreHUTAIBHBIA CHHYC.
AHOMausl pa3BUTUS TPaxeoOPOHXH-
aJbHOTO AEPEBAY.

OcnoXKHEHHUs: XpOHUYECKasl [THEB-
MoHHU4, Oysute3Hast popma. CepredHo-
JIETO4Hasl HEJJOCTaTOUHOCTb.

®oH: npe- ¥ MocTHaTaIbHAas THIIO-
tpodus I crenenu.

B Bo3pacre ueTblpex Mecsle pede-
HOK 110ru0.

Cunopom Cmuma-Jlemnu-Onuya —
ayTOCOMHO-peliecCHBHOE 3a00JIeBaHMe,
HanboJjiee 4acTo BCTpedaercs y Jo-
neit eBponieonsiHoit pacel (1 : 30000).
[TaTorene3 3abosieBaHus CBsI3aH C Ha-
pyueHueM MeTabosin3Ma XoJecTepH-
Ha. MyTaluu CTPyKTypHOTO I'eHa JJIs
MUKpOCcOMHOH D 7-cTeponpenykrassl,
MPUBOJAIINE K €€ HEJOCTAaTOYHOCTH
B IICYCHU, ITOYKAX, TOHKOM KHUIIICYHUKE,
SHIOKPHUHHBIX kene3ax. Kimamueckuit
(deHoTHUI 3a00JIEBaHUSI TE€TEPOTCHEH
OT KpalfHe TSDKENBIX K KpaiHe JICTKIM
¢dbopmam. Bo BpeMst GepeMeHHOCTH OT-
MEUAKOTCS CHIDKCHHE JBUTATCIIHHON
AKTUBHOCTH TJIOJa, BHYTPHYTPOO-
Has runorpodus. Bospact Hauama
00JIe3HN — HEOHATaIbHBIN MTepHoz.
Haznauaercs nuera, oborarieHHas Xo-
JIECTEPHHOM, KaK Mepa, obieryaromas
TeueHHe 3a00IeBaHusl.

KapuorunupoBanue cyiiecTBEeHHO
o0Jieryaet AMarHOCTHKY HacJeICTBEH-
HBIX OOJIe3HEH.

Knunuueckuit npumep 6

B 2016 rony B nenuaTpudeckoe
OTJIEJICHHE /1T HOBOPOXKICHHBIX Je-
Tel U3 POAMUIIBLHOTO JIOMa IOCTYyIIIIA
HOBOPOXZEHHas neBouyka. [loBogom
JUISL TIEpeBO/ia MOCIYKHIO HaJu4due
CTUTM ANCOMOpPHOTeHe3a, XapaKTePHBIX,
110 MHEHHIO HEOHATOJIOTa POIMIEHOTO
Jioma, JuIsi cuHapoma JlayHa: MOHTO-
JIOWIHBIIN pa3pes I11a3, HU3KOpacloio-
JKEHHBIE yIIHbIE PAaKOBHHBI, Opaxuiie-
¢anus. [Ipn ocmoTpe B oTaeneHun npu
OCMOTpE Ipe/IBAPUTEIBHBIN AMarHo3
BBI3BaJI COMHEHHMSI: MBIIICUHBIH TOHYC

e-mail: medalfavit@mail.ru

MearumHcKmm aadoaBmT Ne31/2018, Tom Ne?2, BOAbHMLLO



NeamnaTpus

1 pedIIeKChl Y HOBOPOXIEHHOH Onn3-
KU K (PU3HOJIOTUYECKUM, KAKUX JIHOO
WHBIX MPU3HAKOB cHHApoMa JlayHa,
KpOME BBIIICOMMUCAHHBIX, HE BEISBIIC-
Ho. [IpoBeicHO MOTHOE 00CIIeI0BaHHE:!
JTAHHBIX 32 TOPOKH Pa3BUTHS HE MOITY-
yeHo. [Ipu ucciieoBaHUU KapuoTHITA
BEISBIICHA TPUCOMHS 110 X-XPOMOCOME.

Cunopom mpucomuu no X-xpomo-
come (CUHOPOM «CYNepPHCEHUJUHDBLY)
BcTpeuaeTcs ¢ yactoTtod 1 : 1000,
HO B OOJIBIIMHCTBE CIy4acB 0c3 3aMeT-
HBIX TIPU3HAKOB MATOJOTHH, TOITOMY
90 % Tpucomuii no X-XxpoMocoMe 0CTa-
FOTCSI HeBBISBIICHHBIMH. J[eBOYKH MO-
T'yT UMETh YMEPCHHBIC JTUIICBBIC aHO-
MaJIuU: BEPTUKAIBHBIC CKIATKU KOXKH,
OXBAaTHIBAIOIIUC BHYTPEHHHE YIIIEI TIa3,
THUNEPTENOpU3M. bobIImHCTBO MITa-
JICHIICB TaK)XE¢ HMCIOT CHHKCHHBIN
MBIIICYHBIA TOHYC U KJIWHOIAKTH-
JINIO, B HEKOTOPBIX CITydasiX MOSBIIS-

" (MJIM) MaTKH, 3aJIep>KKa MWIn, Ha000-
POT, IpeXAEBPEMEHHOE MTOJIOBOE CO-
3peBaHue. TpucoMuu 1o X-xpomMocome
YacTO CBSI3aHBI C 3aI€PKKAMU B peue-
BOM U HEPBHO-IICUXUYECKOM Pa3BUTHUH.
WHTennext, kak mpaBuio, B Ipeneitax
HOpMBIL. 1Q MoxeT ObITh ML Ha 10—
15 nyHKTOB HUXE HOPMBIL. JleBOUKH
Ha4MHAIOT Pa3roBapUBaTh B BO3pacTe
okoio 12—18 mecsues u B 6oiee crap-
1IEM BO3PACTE UMEIOT JIOTOIEJUUECKUE
IpOOJIEMBI.

BriBoabl

1. JluarHocTuKa HaCJIEICTBEHHOTO 3a-
OoJieBaHUS — pealibHask BO3MOXK-
HOCTb COBPEMEHHOM MPAKTHUYECKOU
MEIUIUHBL.

2. lleneHanpaBieHHasi AUarHOCTHKA,
naxe y peOeHKa ¢ 3a00eBaHeM
C TUTOXUM MPOTHO30M, HMEET OOJIb-
110€ 3HAYEHHE C TOYKHU 3pEHUs re-
HETUYECKOTO KOHCYIbTUPOBAHUS

3. AJropuT™M AMarHOCTHKH JAOJIKEH Ha-
YHHATHCS C Bpaya NepBUYHOIO 3BEHA,
TaK Kak OH JOJDKEH MapUIpyTH3HU-
pOBaTh MarMeHTa Ha 00CIIeOBaHHE
Y KOHCYJbTAIlMU B CIIELIUATU3UPO-
BaHHBIN LIEHTD.

Cnncok AMTepaTypbl

1. HacaeACTBEeHHble CUHAPOMBI U MEAM-
KO-reHeTuyeckoe KOHCYAbTMPOBAHMS: AT-
AQC-CMNPABOYHMK: y4ebHOEe nmocobue aAAs
CTYAEHTOB MEAMLIMHCKMX BY30OB M MOCAE-
AMMIAOMHOro obpasosanus / C.N. Kos3arosa,
H.C. AemukoBa.— 3-e nspaaHue, nepepa-
60TaHHOE M AOMOAHEHHOE.— Mockea: To-
BAPMLLECTBO HAyY. M3A. KMK: ABTOpCKAOSA
akaasemums, 2007.— 448 c.

2. CTyA€HUKMH B. M. PeHMAKETOHYPUA y AeTEN
n ee revyeHue [ B.M. CtyaeHukmH, T.3. bo-
posuK, T.B. bywyesa T.B. // AevaLumi Bpay.
2011. Ne 9.— C. 55-59.

3. Aasapesa H. H. CAyyay ncesaorurno-
QABAOCTEPOHM3IMA Y HOBOPOXAEHHOIO
manbyimka / H.H. Aasapesa, E. C. Xykosa,
A.A. AormHosa u ap. [/ XypHaa neana-
TPUs8 M. [.H. CnepaHckoro.— 2011.— Ne 3,

FOTCA IPU3HAKU JUCTCHE3UA INYHUKOB YJICHOB CCMBH.

1. 90.— C. 149-150.

Yero XoTaAT XEeHLUMHbI: HOBAA 3MOXA OHAQMH KOHCYAbTC!LI,Mh'

TGHCMC,Z[I/IIII/IHa — 9TO UHHOBALIMOHHOE HAIPABIICHUE B 37pa-
BOOXPaHEHUH, HUCIIOJIB3YIOIIEe COBPEMEHHBIE TEXHOIOTUH
JUISl INAarHOCTUKH, oOMeHa MH(opManuei u ylaJleHHbIX Me-
JULIMHCKUX KOHCYJIBTaLUi.

Mo nanusiM BIIMOM, 80 % poccusiH SIBISIOTCS OIb30BaTe-
JSIMH MHTEpHETa, a 62 % «cepdsm» Ha npocTopax BeemupHoii
Ay TUHBI ©XKEeIHEBHO (cpeay MononexH ot 18 xo 24 ner sta
noiist ipeBbimaeT 95 %). IloaToMy HET HUYero yIuBHUTEIBHO-
IO B HallleM >KE€JIaHUU U3yYUTh TEMY, HOTYIJIUTh CUMIITOMBI
U CaMOCTOSITENILHO IIPOBEPUTH PEKOMEHAAIMU Bpaua. JKeHckoe
37I0pOBbE — OJ[HA U3 TeX cep, TIIe onepaTuBHast U CBOEBpE-
MEHHasl KOHCYJIBTaIHs C Bpa4oM OCOOCHHO aKTyalbHa.

CornacHo CTaTHCTHKE', HAMOOJbIIee KOJINISCTBO OH-
JIafH-3aIPOCOB OT XKEHIIVH CBSI3aHO C HAPYIIEHUSIMH LIUKIIA,
00JI5IM BHU3Y )KMBOTA, AUATHOCTHUKN OEPEMEHHOCTH, 3MO-
LUOHANBHBIM NEPEXKUBAHUSAM U IKCTPEHHON KOHTpALETIUN.
ITosTOoMy B 1ONOMTHEHNE K IMYHBIM BU3UTAM K Bpady IPUXOAAT
JpYTHeE TI0JIe3HbIC HHCTPYMEHTHI, 00pa30BaTeIbHbIEC IIPOCKTHI
u pecypcbl. OnuH U3 HUX — calT smartcontraception.ru. Caiit,
SIBJISTFOLIUICS. HayYHO-00pa30BaTEIbHBIM IIPOEKTOM, BKIIFOUaET
B ce0s1 BUICOJIEKIINY, 3aIIIICH BEOWHAPOB, CTaThbH U 0030PbI
IO Pa3JIMYHBIM BOIIPOCAM, CBSI3aHHBIM C JKEHCKUM 310POBLEM
U KOHTpauenuuen.

B mae 2018 romga coBMecTHO ¢ cepBrcoM Qapsula Ha mmop-
Taje smartcontraception.ru ObUI 3aITyIIeH MapTHEPCKUH ITPo-
€KT: IT0JIb30BaTEINN MopTalla smartcontraception.ru HOJyYHIN
BO3MOYKHOCTB IlepeiiTu Ha caiT Qapsula, rae MoOXHO 3a1aTh
BOIIPOC Bpady-ruHekosiory. CepBUC MO3BOJISIET NALUEHTY

o0palaTecs K BpauyaM B OIHOM U3 YAOOHBIX (HOPMATOB: BUIICO,
noyra, 4yar. [[allneHThI-[0JIb30BATENI MOTYT HAIIPABUTH Bpady
COOOILEHNE U Y3HATh MHEHHE HE3aBUCHMOTO CIICIIHAINCTA,
MONY4YHUTh OOJIee YETKOE MPEACTABICHHE O AaNbHEHIIeM 00-
CIICNOBAHUHU HJIA HEOOXOIMMOM JICUCHHUH.

Jaxe nocie 04HOH KOHCYJIBTAIMHU C ONBITHBIM CIICIHa-
JIMCTOM H B YCJIOBHSIX OTPAaHMYCHHOTO BPEMEHHU HE BCEra
yaaeTcs MOJIy4YUTh OTBETHI HA BCE UMEIOIIUECS BOIPOCHI,
Kacaroluecsi COBMECTUMOCTH MPENapaToB, MOOOYHBIX -
(eKTOB, pEKOMEHIOBAHHOTO 0OCIICIOBAHMS, COBETOB I10 AUCTE
u MoxubuKkanuu obpasa xu3Hu. Hanpumep, B pesynbrare
MalreHTKa MoXeT npekparuth nprueM KOK u3-3a BpemeH-
HBIX MO00YHBIX 3 dekToB. IIpu 3TOM peub HUIET HE CTOJb-
KO O TUIOXOW MEPEHOCHMOCTH METO/IA, CKOJIBKO O OBICTPBIX
Y KOMIICTCHTHBIX OTBETaX Ha BONPOCHI AIIMEHTKH, KOTOPBIC
BO3HHUKAIOT MOCJIC OYHOTO BU3UTA. 11 B GONBIIMHCTBE TAKUX
CllyyaeB — yJaJleHHasi KOHCYIIBTalHs: TIOAPOOHOE 00CYKIIeHHE
CHTYalluH C BPAa4OM OHJIAH M HE3HAYMTEIIbHbIC H3MCHEHHS
peKMMa IPUMEHEHUs ITpenapara, Ha3HaYCHHOTO Ha OYHOM
BU3UTE (WM KOPPEKIHsI KOHTPALCNITHBHOW KOMOHHAIIHH),
CHOCOOHBI YCTPaHUTh BO3HHUKIIU#T muckoMdopT. st Toro
4TOOBI y3HATh OTBETHI HA MHOTUE HHTEPECYOLINE BOMPOCHI,
HY’XKHO BCETO JIMIIb HMETh JOCTYII K CETH.

3a Bpems pabotsl cepBuca Ha Qapsula 66110 06padoTaHo
yxke 6onee 7000 BOIPOCOB, MOCTYMUBIIUX OT MOJIL30BaTEICH
smartcontraception.ru.

'Tlo nanubiM Qapsula.
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